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BbBenenue

,,HETT03HATOTO € IUIAIIEII0 OTKAKTO CBETHT € Ch3daJIcH

B mocnemnus nen Ha QeBpyapu, cBeTHT oTOens3Ba “JleHAT Ha Xopara C peaKu
3abossBanus”’. EBponeiickara marnuentcka miargopma EURORDIS- European Rare Diseases
Organisation, craptupa tasu uHunuatuba mpe3 2008r. ¢ men ga 3amo3Hae OOMIECTBEHOCTTA B
EBpomneiickusi cpto3 ¢ mpobiema ,,penku Oosectu®. KammaHusaTa MmocTerneHHO ce MPEeBpbhINa B
CBETOBEH (pEHOMEH M TJI00aJHO JBIKEHHUE, YUATO Kay3a € Jla Ce MOCTHUTHE PaBeH JIOCTBII A0
JMarHOCTHKA, JICYCHUE, 3[PaBHU U COLTUAITHYU I'PYOKU 32 XOPaTa, 3aCErHaTH OT PAIKH 3a00IsIBaHNUS.

Jlo momenTa ca uzBectHu Haz 7000 peaxu 3a0onsBanus, oT kKouto Hag 900 ca peaKu OuHU
3abomnsBanus. [loBedeTo 3a00sIBaHNS B Ta31 XETEPOTEHHA TpyIa ca XPOHUYHH, HHBAJIUIU3APALIH
U 10pH - )KuBoTO3acTpaiasaiy. [lo-royisMa yact ot TAX UMaT reHETUYEH IPOU3X0/l U 3al04YBaT B
JETCTBOTO.

Besika psiaka 6osect 3acsira Mairbk Opoii Xopa pa3npbCHATH MO CBETA, HO OOLIUSAT UM YUCIEHOCT
(6mm30 300 MuHMoOHA) € MPUOIU3UTEIHO KOJIKOTO TPeTara Mo rojieMiHa CTpaHa B CBETA.

Penxure Oonectu ca Opeme 3a OOIIECTBEHOTO 3/ApaBe MOPaaU TEKECTTa HA TEXHHUTE MPOSIBU U
obmust Opoil xopa, KOMTO 3acsiraT. MHOTO OT MAIlMEHTUTE Ca W3MPAaBEHU MpPE] CHIIECTBEHU
TPYAHOCTH I10 OTHOIICHUE HA JOCTHIIA JI0 MOIXOMISIIH TPIKH, 3a0aBeHa TMarHo3a U OrpaHuueHH
WJIM HECBIIIECTBYBAIIM Bb3MOKHOCTH 3a JICUECHUE.

B EBporna penkure ounu 0osiecTH ca Boj€eLaTa IpUUKHA 3a 3ary0a Ha 3peHHe cpejl Aenara
U MIAQJUTE XOpa. 3a ChKaJleHHe Te3u 3a00JsIBaHUS 3acsiraT He camMO 3PEHHMETO, HO ChHIO TakKa
0I1aroChbCTOSIHUETO Ha YOBEKA, BE3MOKHOCTUTE MY 32 00pa30BaHUE U pealId3alusl.
OdranmonorusaTa € B YeITHUTE PEIUIU HA MEAUIIMHCKUTE MHOBALMK. B MIUHAIOTO TEXHOJIOTHATA
3a U300paKeHUE HAa OYHUTE CTPYKTYpPH € Ouja orpaHHYeHa JI0 YATPa3BYK C HHCKa PE30JIOIHS,
MUKpOCKOTHsT 1 0OuKHOBeHa (oTtorpadus. Te3su MUArHOCTHYHU TEXHUKH CHUJIIHO 3aBHCAT OT
yMEHHSATa U ONUTA Ha W3CIEeABAIllMS U CIEAOBATEIHO IOKa3BaT royisiMa BapHaOMIIHOCT MEXIY
Ha0Jto1aTeNuTe B YyBCTBUTEIHOCTTa U crneuuduyHocTTta cu. M3mon3BaHeTo Ha ChBPEMEHHH
arapaTy He camo M03BOJIsIBa IO-PAHHOTO OTKPHBAHE HA OUHUTE 3a00JIsIBAHUS, HO U CbBPEMEHHUTE
JTUATHOCTHYHU WHCTPYMEHTH Te€HEpHUpaT W TOJIIMO KOJMYECTBO JIAaHHHU, Taka HEOOXOIUMH B
6opbara c peakute O00JIECTH.

JlHec MalMeHTCKH OpraHu3alliM, KIMHWUIIMCTH W YYeHH paboTAT pamMo A0 pamo B Oopbarta c
HEU3BECTHUTE U JIO TOJISIMA CTENEH HEeNeYMMH PEeAKU 3a0oisBaHus. M3cnenBaHusTa BbpXy Te3U
3a00IIBaHMsI Pa3KpUBAT Bb3MOXKHOCTH 32 MPOrpec B MeauIinHaTa. HampeIbKbT B TEXHOJIOTHHTE U
TeHHOTO MHKEHEPCTBO JlaBa HaJIeK/Jla 3a 0100psiBaHe Ha JUArHOCTHKATA, JIEYEHUETO, TPHIKUTE U
KauecTBOTO Ha KUBOT HA MAIUEHTHUTE C PEIKU 3a00JIIBAHUS.

'ennara Tepamust M TepamusitTa ChC CTBOJOBHM KIJIETKM ca MPUIIOKpHUBAIIM ce o0jJacTu Ha
OMOMEIUIIMHCKUTE M3CIEBAaHUS CbhC CXOAHHM TepameBTUYHMU 1enu. I[IbpBuTE ycnemHu
W3CIeIBaHMS HAa TeHHU TEPaluy Ca U3BBPIICHU TPU MAIMEHTH C PEIKH 3a00JSBaHUS - CHHIPOM
Ha TeXXBbK KOMOUHUpaH UMYHOAeUIUT, AeGuiut Ha pakTop IX u penku reHeTHyHH 3a00IIBaHUS



Ha peTHHaTa. Te3u NMUOHEPHU WHUIMATHBU OCBETSBAT MbTS 32 BKIIOUBAHE HA HOBU TEXHHUKHU B
MEIUIUHCKUTE U3CIEABAHUS U TaKa Ch3/1aBaT HOBH T€PANIEeBTUYHU Bb3MOKHOCTH 32 MHOTO APy
3abonsBanus. [lanieHTH ¢ peIKku TbPBUYHN UMYHOACPUIIUTHHA 3a00SBaHUS Ca ITBPBUTE, KOUTO
ca OWJIM JIEKyBaHU Ype3 TPAHCIUIAHTALIMS HA aJIOTEHHU KPBbBHU CTBOJIOBU KJIETKH.

Tepanuute, 6a3upanu Ha CTBOJIOBH KJIETKH, C€ OuepTaBa Ja Obae €(PEKTUBEH, AITCPHATHBECH H
WHOBATHBEH METOJ 3a pereHepupaHe Ha yBpe/leHa ThKaH U 1e(UHUTHBEH BapUSHT 3a JICUCHUE Ha
Ipe/ld TOBAa HEJCUYMMHU MHBAIMIM3HUpAIIM OYHU 3a00JsBaHUsA. Bb3MOXKHOCTTA 32 U3IMOJI3BAHE HA
CTBOJIOBHM KJIETKU OT JIpyrH o0nacTu (KaTto HampuMep - MacTHa ThKaH, 3b0HA MyJma, CTBOJIOBU
KJIETKH OT KOCTEH MO3bK U JIp.) 3a JIeUeHHE Ha OUHU 3a00IsIBaHUS, [IPaBH Ta3H TEMa 3aBJajIsBala.
HanmpenbksT B OHOMEIUIIMHCKOTO WHXXCHEPCTBO- CH3JAaBAHETO Ha MaTepuu(ThbKaHU) H
TPUU3MEPHU CTPYKTYpH, TO3BOJISIBAIlM KJIEThYHA Tepamus Ha OYHU 3a00NsIBaHUS U
OKypaKaBalllUTE PE3YJITATH MOJYyUYCHU OT KIMHUYHHU U3MUTBAHUS, IPOBEJICHN BbPXY KUBOTHH, Ca
OCHOBa Ha CH3J[aBaHETO HA MPOTOKOJM 3a MU3CJIEe/BaHE W Mpu xopara. [IpoyuBanus, oueHsIBaIIN
W3MOJI3BaHETO HA CTBOJOBU KIETKH 3a O(TaaMOIOrM4yHHM 3a00JIsBaHUSA, CHOOIIABaT 3a TpHU
HACTOAIM MOJXO0Ja: JOCTaBKa Ha JIEKapCcTBa, UMYHOMOZYJAIMsl U pereHepanus Ha THhKaHU.
bnarogapenue Ha yHUKanHaTa COCOOHOCT Ha CTBOJIOBHUTE KIIETKH Jla OCTAHAT >KM3HECTIOCOOHU
mpe3 1eNns KUBOT Ha OPraHU3Ma CTaBa Bb3MOXKHO TAXHOTO MPUCAXKIAHE HA KEJIAHOTO MSCTO 0e3
HE0O0XOIUMOCT OT MOBTOPHU UHTEPBEHIIUU. [[poyduBaHus BbPXY KUBOTHHCKH MOJICNIU 32 JICUCHUE
Ha OYHM 3a00JISIBAHUS CHC CTBOJIOBH KIIETKH CEKPETHPAIIX HEBPOTPOPHUUHUTE (PaKTOpPH JaBat
oOHae)KIaBaIIM PE3YJITATH 32 JICUCHHE Ha JeTeHEePAaTUBHA 3a00JIIBaHHsI HA PeTHHATA.

Paznuunu nmoarpynu OT CTBOJIOBU KJIETKH IMOKa3BaT Pa3iuyHU UMYHOMOMIYJIUpPAIIA aKTUBHOCTH.
Haii-3a6enexumMo € MOTUCKAaHETO Ha UMYHOJIOTUYHU PEAKIIUU U BH3MAJICHUETO OT ME3CHXUMHHTE
CTpOMAIIHU KJIETKH, IOTYYeHH OT KOCTEH MO3BK. In vitro mpoy4BaHus MOKa3BaT, Y€ ME3EHXUMHUTE
CTpOMAllHA KJIETKH, KyJITHBHPAaHH OT IJuMOa Ha pOroBUIlaTa MOTHCHAaTa T-KJIeThYHA
nponudepalus upe3 cekpenusara Ha Tpanchopmupaius pacrtexer ¢pakrop-p1. [punoxxenuero Ha
ME3€HXMMHUTE CTPOMAJIHM KIETKM IpU H3rapsHUs C OCHOBM BOJM JI0 HaMallABaHE Ha
JIEBKOIIUTHATA WHQUATpAMS MW JIOKAIHUTE HHUBA HA MPOBB3MNAIUTEIHUTE IIMTOKHUHU KaTo
UHTEPJICBKHH- 10l , MHTEPIIeBKUH-6 1 a30TeH okcu/. (1)

[Tonacrosimem, TpaHCIUTAaHTAIUATA HA JTUMOATHU EMHUTEHA CTBOJIOBH KJIETKH € €IWHCTBEHOTO
€(eKTUBHO CPEJICTBO MpHU NePUINT HA JTUMOAIHUA CTBOJIOBU KJIETKH. JlehuuuThT Ha TUMOATHU
CTBOJIOBH KJIETKH € B OCHOBaTa Ha MHOTO 3a00JisiBaHUS Ha MpeaHaTa OYHA MOBBPXHOCT B TOBA
yucno U Ha Aupuaus. HezaBucumo ot kirHMYHATa GopMa, KaKTO M OT THUIIA HA yHACTE/AsIBaHe,
BpOJIeHATa aHUPUJIUS € CHCTOSIHHE, KOETO C€ MPOSBSIBA KaTO CHBKYITHOCT OT O()TaIMOJIOTUYHU
HaXOJKU C pa3iIU4Ha TEXKECT, BKIIOYHTEITHO KeparomaTws, ¢oBealHa XHIIOIUIa3usi, HUCTArbM,
KaTapakTa, TJIayKOMa M XUIIOIUIa3usi Ha upuca. JlmarHocThkata ce OCHOBaBa Ha KJIWHWYHATA
HaxoJKa W ce IOTBBbpXKJaBa C Joka3BaHe Ha MyTamus B reH PAX6. OcHOBeH KIMHHYEH
JTUArHOCTUYEH KPUTEPHUH € BpOJIeHATa YaCTUYHA WJIH TThJIHA XUIIOIUIA3Hsl Ha UpUC. AcOolMupaHaTa
C aHHWpUIUA KepaTomaTHs, XapakTepusupaiia ce C Mporpecupail KOpHEAIeH TMaHyC H
HETIPO3PAvYHOCT € MPSK pe3yiTaT OT 3arydara Ha (PYHKIMS HAa JTUMOQIHHUTE €IMUTEITHA CTBOJIOBH
KIeTku. TS e u Haif-yecTara MpUYMHA 32 MPOTPECUBHA 3ary0a Ha 3pEHUETO MPHU MALUEHTUTE C
anupuaus. TpaHCIUTaHTaIUs Ha TMMOATHU CTBOJIOBH KJIETKH , BKIIFOUUTETHO TPAHCIUIAHTAIMS Ha
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KepatojauMOaieH anorpadT M TPaHCIUIAHTAIMs HA KOHIOHKTHBAJIHO-TUMOasieH anorpadr, ca
JI0Ka3aJiy, 4e ca e(peKTUBHU JICUCHHUS 3a TE3H MalueHTH. (2)

M3non3BaHeTo Ha CTBOJOBU KICTKH 3a PEKOHCTPYKIIMS W PETCHEPATHBHU IIEJIM, H3TJICHKIAT
OCBIICCTBMMHU W TIIOCTUKMMU B CKCICPUMCHTAJIHU MOZICIIN. B'preKI/I, Yc 3arasBaTr I/I/I/IJII/I
110/100psIBaT BU3YyaJIHOTO BB3IPUATHE B EKIIEPUMEHTAIHU MOJIEIH HE € Jlajleue BPEMETO, B KOETO
HOBOCH3/IaJICHN TaHTIMHHK KJIETKH IIl¢ TPAHCIYIUPAT aKCOHAIHU CUTHAIN KbM MO3bKa.

Penkure ouHu 3a00JsIBaHUS Ca MPEAN3BUKATEICTBO, KOETO TEbPBA € ThPCH CBOETO
pelieHre. 3HaYMMOCTTa Ha MPOoOIeMa- peIki OYHU OOJIECTH, Ce ONpeAeis OT XapakTepa Ha Te3u
3a00JIABaHKsI - XPOHUYHH, TIPOIPECUPAIIA ¥ WHBATHIU3UpAIId. MHOTO OT Te3u 3a00JsBaHus ca
pe3yiTat HE CaMO Ha T'CHHU U XpOMO30OMHH MYTAallUH, HO U HA BJIUAHUC HAa pCAUILa q)aKTOpI/I oT
OKOJIHaTa cpenia. M3ydaBaHeTo UM Il OTKPHE HOBU XOPU30HTH, KAKTO B JMArHOCTHKATA TaKa U B
TAXHOTO JICUCHUC.



en u 3apaun

2.1. Hea:
[lenTa HAa HACTOAIIOTO MPOYYBAHE € MPOCIEAIBAHE HA BT HA MAIUEHTUTE C PEAKHA OYHH
3a00/15BaHMsI, OIICHKA HAa PETMCTPAlMOHHUS PEXHM, BKIIOYBAHE Ha OYHHM 3a00JIsBaHHS B

HallMOHAJIHUA PCTUCTHP 3a PCAKHU OolecTH 1 Cbhb3J1aBaHC Ha MOJCII 3a KIIMHUYCH PCrUCTHP B 11OJI3a
Ha €KCJIHCBHATa O(I)TaJIMOJIOI‘I/I‘-IHa IMpaKTHKa.

2.2. 3agaun:
1. Ilpernex na EBponeiickute npaBuia U perucTpaiiOHHU PEKUMU 32 PENIKU 3a00ISIBAHUAS U
penxu ounu 6onectu. [Ipernen na HanmonamHust perucThbp 3a peKu 3a00JIIBaHusI.
2. OreHKa Ha MTO3HAHUATA 32 peAKUTE OosiecTH cpel 0(hTaaIMOIO3UTE.
3. Cp3naBaHe Ha MOJET 3a PETUCTPALMS Ha PAJIKO OUHO 3a00Js1BaHe — AHUPHUIUS.
4. KiuHMYHA OIIEHKA Ha peIKM OYHHU 3a0o0isBaHus 1o kiacupukarmsrta Ha Orphanet.

5. Cp3maBaHe Ha Mojen 3a OOLIOJNOCTHIIEH HALMOHAIEH pETUCThP 3a PEIKH OYHU
3a0onsaBanus B bearapus.

6. PaspabGoTBaHe Ha MJiaH 3a Ch3/]aBaHE Ha €KCIIEPTEH LEHTHP 3a PEIKU OUHU 3a00JIIBaHUS B
boarapus.



MeTo/10/10THsI HA TUCEPTALMOHHUS TPY

3.1. O0eKT ¥ 00XBAT HA U3CJIEABAHETO

Hacrosimoro npoyuBane e nposeaeHo B Kateapara no ounu 001eCTH U 3pUTEITHA HAYKH
Ha MequIMHCKY YHUBEpCHTET - BapHa Ha TeputopusaTa Ha Crnenuanusupana 6oaHua mo O4au
0oJIeCcTH 3a aKTUBHO JiedeHue - rp.BapHa u Meaununcku yHUBepcUTeT ,,11pod. 1-p I1. CTostHOB
rp.Bapna, 3a mepuox or 5 roauHu. B Hero ce wu3BBpIIM 33aaBJIOOYEHO MPOyYBaHE Ha
myOJIuKyBaHaTa JUTEpaTypa U OOLIECTBEHO JOCTHIIHU JaHHU 3a PEIKUTE 3a00isBaHUs, B TOBa
YHUCIIO M PEOKUTE OYHU 3a00JIABaHMsI, KAKTO M TMPOCIEsSBaHE HA MAIMEHTH C PEIKU OYHU
3a00JIsIBaHMSL.

Kpurtepumn 3a BKiIl0UBaHe B U3CJI€IBAHETO:
- TlanmmeHTH ¢ penky OYHU 3a00JSBAHUS MOCTBHIWIN 33 MIPETJIC W/WIH XOCITUTAIH3AINS B
CBOBAJI-rp.BapHa;
Kpurepumn 3a u3k/jiouBane:
- Jlema ©e3 mOTBBpIEHA TeHETHMYHA JAHArHO3a, HEMO3BOJSIBAIIM MPOCIEIsSBaHE IIO
M3TOTBEHMSI B X0/1a Ha MPOYYBAHETO AJITOPUTHM,;

3.2. llepuoa HA U3CJAEABAHETO:

e roaunied nepuon ot 2017r. go 10.2022r.

3.3. MeToauka Ha IPOYYBAHETO
3.3.1. lokyMeHTAaJeH METOx

e IIpoBene ce cucremarn3npaH M aHAJIUTUYEH Iperyie] Ha EBponeiickure npasuia
Y PETUCTPALIMOHHU PEKHUMU 32 PEJIKU 3a00IsIBAaHUS U PEJIKM OYHU OOJIECTH.
e 3BBpim ce nperien Ha HaryoHamHus perucThbp 3a peiku 3a00sIBaHus.

3.3.2. AHKeTeH MeTOoJ - pa3padoTBaHe M NpWJIaraHe Ha BBLIPOCHHK 32 TeCTBAHE HA
MO3HAHMATA 32 PEAKH OYHHU 3200JBAHUA CPel CHEHMAJTUCTH M CHEHMAJIU3AHTHH MO0 OYHU
00J1eCTH:

N3rotBu ce BBIPOCHUK OT 16 BBIIpoCca, OlleHIBaIl HHHOPMHUPAHOCTTA HA O(TATIMOJIOZHUTE

(cenuanucTy U CrieUaTN3aHTH IO OYHU OOJIECTH) TIO OTHOIIIEHUE HA PEJIKUTE OUYHU 3a00JISIBaHUSI.
15 oT 3amaaeHuTe BHIPOCUTE Ca C MOJICKa3aH OTTOBOP, a €IUH - OTBOPEH.
BrrpocHuka Oe pasmedaraH Ha XapTHEH HOCHUTEN W TMOJATOTBEH Ha €JEKTPOHEH HOCHTEN, 3a
y4acTBAaIIUTE PECHOHJACHTH ( CHEMUATNCTA IO OYHM OO0JeCTH U CHelUATH3aHTH) HW3BBH
TepuTopusaTa Ha Tp. BapHa u wm3npaten mo e-mail. bsxa pasmanenu 110 BBIpocHHMKA Ha
TepuTOpHsATa Ha rp. BapHa u crpanara, kato 76 oT TsIX OsiXa MPaBUIIHO MOIIBJIHEHH, OOPAaTHO
aJpecupaHy U MOJJIOKEHW Ha aHanu3. [lo-rojmsiMa 4yacT OT ydacTBalllUTE B AHKETUPAHETO C
akaneMuyHa adunuanus ca cyxutenn Ha MY -Bapna B kateapara mo Ounu 0051eCTH U 3pUTETHI
HAyKH.
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BwnpocHuxk

HacToAIHMAT BEIPOCHUK € HACOYEH 3a Io/Ty4aBaHe Ha

eKcrepTHa HHPOPMALMS OTHOCHO HH(OPMHUpaHOCTTa

Ha 0()TANIMONO3UTE 110 OTHOLICHHE HA PEAKHUTE OUHH
3a0onsABaHHA.

|. Bamara Be3pacT e:
a) 22 — 30 rofuHu
6) 31 - 40 ronuHK
B) 41- 50 rogunu
r) 51- 60 roguuu
1) Hax 61 ToguHA

2. Bammar npoecronasneH crax kato odhTajaMonor:
a) CnenuanuzanT
6) Cnennamuer - ......... (MoJIs OCOYETE TOIHHHTE
CTasK)

3. B kakBa npaxtuka padorute?
a) Munusuayanna
0) I'pynosa - Bonauia
B) YHHMBepcHTETCKa HOTHHILA

4. Mmare nu akajieMuyHa aQuiaHaims’?

a) HE

0) JJA (acHCTeHT, IVIaBeH ACUCTEHT, OLIEHT,
npogecop)

5. Konko uecto cpemiate peku 3a00sIBaHUs BLB
Balara npakTHka?

a) Exxe/iHeBHO

0) ExxecenMuuHO

B) Exxemecedno

r) 1-3 0BbTH rOAXIIHO

1) He cpemam

6. JlexyBare JiM peikH 3abonaBaHus?
a) Ha
0) He, pedepupam ru

7. Axo HE nexymarte penku 3a0onsBaHus KbM KOTO TH
pedepupare?

a) CrienuajiucT o o4HH GoecTH

6) Cneunanuct 1o peaku 0oIecTH

8) [lpyro
(HOCOUETE) . ettt

8. AKo NeKyBaTe pelaku 3ad0NABaAHHA MO MOCOYCTES
Kou!

a) [IpeneH cermeHT

0) 3ancH CerMeHT

B) Juctpoduu Ha peTuHara

r) Beuuku BugoBe

n) dpyro - (Mons
nocoueTe)

9. Mma nu B bbarapus pedepeHTeH HEHTHD 3a PSIKH
OYHH 3a001ABaHAA?

a) la

0) He

B) He 3nam

10. KbM Koii pedepeHTeH HEHTBP ¢ 00pbhIaTe ako
HMate HyX7Aa 0T Npod)eCHOHATHA KOHCYNTALHA?

MOIIS IOCOUeTe)

11. CmsTare 11 4ye Obarapckute ohTanMonosn
HOTy4aBaT npod)eCHOHAHA IOATOTOBKA 32
Hp(}{l]I/IJ'Iﬂ.R'I‘PIKa, JAHATHOCTHKA H JICHCHHUE Ha PEKH
3abomsBaHMA?

a) Jla

0) He

B) He 3nam

12. Cmsrare 1u, ye GBATAPCKUTE ICKapH ITOTydaBaT
npogecHoHanHa MoJroToBKa 3a npoHiakTHKa
JHUArHoCTHKa M JICYCHHUE Ha PCIKH 3a0onsiBaHus?

a) la

0) He

B) He 3nam

13. Mimanu M ¢Te 1aHe 3a crieHaln3upaHo
CJIS[UIMIIIOMHO 00y4eHHe 3a NpoQHITaKTHKa,
JHarHOCTHKA M JICUCHHE HA peIKH 3abo/sBaHus?

a) Jla

0) He

B) He cu crmomusam

14. Tlo BpeMe Ha 0OYYEHHETO CH MMAJIH JIH CTE
CeH(HUHA 3aHATHA/TCKIIHH, TOCBETCHH Ha
npodMIaKTHKA, THATHOCTHKA M JICU€HHE HA PEIKH
3abonsBanunA?

a) lla

0) He

B) He cu criomHusaM

15. Cmarare nu, ye o0ydenueTo o Meauuuna HE
BKJIFOYBA JIOCTAaTBYHO 3aHSTHS 110 NPOMHIAKTHKA
JIMArHOCTHKA M JIeYeHHe Ha pe/iku 3abonspaHus?

a) [la

0) He

B) He 3nas

16. Mima 1 HyKIa OT perucThp Ha peAKUTE OUHH
3a0onsiBanus B brirapus?

a) la

6) He

B) He 3Has

bnaronaps 3a otnenenoro Bpeme!

Ourypa 3. BenpocHuK 3a ekcrepTHa HHPOpManust OTHOCHO HH)OPMHUPAHOCTTAa Ha 0(TaIMOJIO3UTE IO OTHOLIEHNE HA PEKUTE

OYHHU 3a00JIIBAHHS



3.3.3 MoaeaupaHe:

3.3.3.1 Perucrpanus HA PSAJAKO 0YHO 3200Js1BaHe — AHUPHUINAL.

Perucrpupanero Ha psiako 3adonsBane B bearapus ce n3pbpmsa mo Hapenba Nel6 ot 2014

I. 32 YCIIOBHSITA U PeJia 32 PETUCTPUPAHE HA PEAKUTE 3a00JIBAaHMS U 32 EKCIIEPTHUTE LIEHTPOBE U
pedepeHTHHTE MpexH 3a peaku 3abonsBanu. [logasa ce 3asBienue - odunmanHeH GopmyIsp 3a

IpCAIOKCHUEC 3a BKIIFOYBAHC HA CbOTBCTHOTO 3a00J1sBaHE B CIINCHhKA Ha PCAKHUTC 3a00/11BaHUS KbM
Komucusra 3a pPECaAKu 3a00JIsIBaHHUS.

© N

10.

AHFODI/ITT’M 3a pCrucTpupade Ha pAaKo 3a00JIIBaHE

HaumenoBanue Ha 3a0oisgBaHeTo, ko Ha 3abonsgBaneTr0 mo MKB 10/ MKB 11, xox mo
HoMekarypara Ha Orphanet;

Enunemuonornunu nannu 3a 3abomnsBanero B Pemy6nuka bearapus;

Enunemuonornyam 1aHHU 3a 3a00JsaBaHeTo B EBponeiickus chio3,;

Kpurepuu 3a tuarHoctuiupane Ha 3a00sBaHeTo (KJIMHUYHATA HAXOJKA U MOTBBPKICHUE
OT TEHETUYHO U3CJIC/IBAHE);

AJNTOPUTMU 32 TUArHOCTHIIMPAHE Ha 3a00JIIBAHETO - ONOBaBaiiku ce Ha ,,CTaHAapT MO OYHU
oonecru”, Hapen6a Ne 36/ 6 ot aBrycrt 2010 1.;

MeTtoau 3a 1eyeHre Ha 3a00/Is1BaHETO,

Mertoau 3a pocieasiBaHe Ha 3a00JIsIBAHETO;

Mertoau 3a pexaOuiauTaIus,

Meroau 3a npouIaKTHKA;

JlaHHU OT KIMHUYHO MIPOCTIEACHHU MAIlUeHTH;

Ha 6a3ara na onucanus AJITOPUTHM CC MTOATOTBUXA JOKYMCHTH 3a BKIIIOYBAHE HA 3a00/IIBaHETO

Anupunusa B HanmonamHus peructop 3a pekuTe 001ecTu.

3.3.3.2 Cn31aBane Ha MOJAeJ 32 00IIOAOCTHIEH HAIMOHAJEH PErucrnp 3a PeaKky OYHH

3200JIIBAHNS.

ApPXHUTEKTYpa U aTOPUTMUYECH MEXaHW3bM Ha PerucThp 3a MalMeHTH B CHCTEMaTH3MpaHa
Cloud Cucrema:

Nsrpaxpane Ha apXuUTEKTypa Ha JIOKaJIHA CUCTeMa 3a yrpasiienue Ha 60a3za nanuu (CYB/])
B PEJIAllMOHEH MOJICI C YaCTUYHU SJIEMEHTH Ha WepapXu4Ha CTPYKTYPa;

JNleduHupaHe Ha mojeraTa B CbOTBETHUTE TAOIHIIM C TEXHUTE KITIOYOBE U ONMTHMH3HPAHE
Ha TUIIOBE TOJIETA;

Opranusupane Ha Remote cucrema B Cloud,

Usrpaxnane Ha Socket mexanusbsm 3a kopekius In time kem Cloud Server;

Usrpaxmane na CRUD (Create Read Update Delete) nokanna cucrema;

Konek1us B pealHO BpeMe Ha eBeHTa Mpu 3anuc upe3 cokeT kbMm Cloud Server;

3anuc Ha manau B Cloud Server, BirouBaii U HaOOp OT OOINM €JIEMEHTH OT JIaHHH 3a
perucTpanus Ha peaKku 00JIeCTH;

Usrpaxnane na Soft Delete mexanuzsm npu Delete oneparius cbe ceTBane Ha HysieB (Jar,
3a U30sIrBaHe Ha (PU3NIECKO U3TPUBAHE;
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Pull GOOG.LE Take maximal and
Distance matrix API minimal Congestion
1o get estimated time Value on hourly basis
to travel via HTTP and save it to data base
for next week analysis

4

Calculate congestion
for a particular traffic
light infrastructure

Input parameter
database on
server

Y

Calculate cycle time
Pull current .| andtime stamp of
time “| implementation for 2= 4
each slave Establish internet

connection and
short wireless
communication

Y
Post the cycle time.
congestion value
and time stamp of
implementation to
database

Cycle time and
congestion value
database on
server

ifnew data = old data

y
Post the cycle time and
slave number with time

: A : :
s‘i’;ﬁ; f\);g?r?rlte;‘ Iﬁgtsat::m Grab cycle time, slave number with
time stamp of implementation and

ifnew data £ old data

Check postthe corresponding siave data

Sotlorsienh Faise [delay = present using short wireless communication
cycle time h and check ack from each slave and
report the server if missing
| delay = largest |
cycle time

Qurypa 4. CxeMaTH4HO MIPECTaBIHE HA CTHIIKUTE IPH MPOTPAMHUPAHETO HA 3AJI0KEHHS TPOEKTO-MOJIEN Ha

KIIMHUYECH PETUCTHP 3a PEAKHU OYHHU 3a00JIsIBaHUS

3.3.3.3 PaspaborBaHe Ha ILJIAH 32 CH3AaBaHE HA EKCIEPTEeH HEeHTLP 32 PeaKH OYHH

3a00JssBanus B bnarapus:

Cchopmupane Ha eKuUN OT MEAULMHCKH CHEIMAIMCTH B chepara Ha pPEAKUTE OYHH
3a00J15IBaHUSI M TIXHOTO 00yUYEHUE;

Ob6ocobsiBane Ha MaTepuanHo-TexHuuecka 6aza B CBOBAJI-Bapna 3a u3rpaxkaane Ha
eKCIIEPTEH LEHTHP 3a PEIKU 3a00sIBAHNS HAa TEPUTOPUSATA HA JICUEOHOTO 3aBE/ICHUE;
W3rpaxane Ha MyJITHAUCUUIUIMHAPHYU €KUM - ChTPYIHUYECTBO ¢ ncuxoior, Katenpara

10 MEAMIIMHCKA T€HETUKA, IPYTH eKCIIEPTHH LIEHTPOBE U PePEPEHTHU MPEXKHU, TOCTABUNLIN
Ha COLMAIHU YCIYTH U Jp.;
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e U3roTBsHe Ha cTaHAapTH 3a paboTa C MAIMEHTH C PEAKH OYHH 3a00JISIBaHHS H
OpraHM3MpaHe Ha paOOTHUS MPOIEC - Pa3pabOTBaHE U MpUiIaraHe Ha J0OpH MPAKTUKHA U
QJITOPUTMHU 32 JIMATHOCTHKA, JICYCHHE, ITPOCIICIIBAHE U PEXaOMIUTAIHS;

e (Cp31aBaHe U MOIbPKAHE HA aKTyaaTHa HMH(OOPMAIIMOHHA CHCTEMA 3a IMAIIMEHTUTE C PEJIKH
OYHHM 3a00JIIBaHMS,;

e JleitHoCcTH 110 MOMYJIsA3UPAHE JCHHOCTTA HA EKCIIEPTHUS LICHTBD;

L HOI[I‘OTOBKa 1 I10JaBaHC Ha 3asBJICHUC KbM KOMI/ICI/ISITa 110 pe[[KI/I 3a6OJI$IBaHI/I$I u
MUHUCTEPCTBO Ha 37paBeONa3BaHETO 32 0003HAYCHHE HA EKCIIEPTCH IEHTHP MO PEAKU
O4YHH 3a00JI1BaHUS,

3.3.4. Knuau4yHo n3cjaeaBane - KIMHUYHYA METOIH 32 OIEHKA HA PeIKH OYHHY 3200 IIBAHNS:

B MIPOYYBAHETO Ca HM3IMOJI3BAHU KIIACHUYCCKU W CIICHUAJIHU MCETOAU 34 U3CJICABAHC U
CbBPCMCHHHU BHCOKOTCXHOJIOTHYHHN MCTOAWKH 3a MUKPOCTPYKTYPCH aHaJIM3 Ha IMPCACH U 3aJACH
O4YCH CCTMCHT, BKIIFOYBAIIM:

- HM3cnensane Ha 3pUTeIHA OCTPOTA U LIBETOYCEIIAHE;

- buomukpockonuss Ha TpeAeH O4YeH CerMeHT U (PyHIOOMOMUKPOCKOMHS
(crepeoodTanmockonus ¢ +90 D nema);

- Onruuna koxepentHa Tomorpadus (OCT) upes Zeiss Cirrus 5000 HD-OCT;

- Jlazep-ckanmpaia koH(pokaiHa Mukpockonus Ha kuBo ¢ HRT Rostock Cornea
module;

- Uscnensane Ha 3putennoto noine ¢ Humphrey® Field Analyzer 3 (HFA™S3);

- ®oromokymenTupane Ha ¢ Zeiss Digital Fundus Camera - Visucam 524 ;

- Enexrpoperunorpadus (ERG);

- TlombaBaHe Ha BBIIPOCHHUK, MIOATOTBEH 3a IIEIUTE Ha HACTOSIIOTO TpoyuBaHe (¢ur.5).

e Ilpu cuHIpOMHM penku 3a00isiBaHMS € HeoOXOoIMMa MYJITHIUCHMIIMHApHA EKUITHA
paboTa 3a mpociensBaHe U JiedeHue (Harmpumep npu cuHapoMm Ha Usher e HeoOxonumo
IIpOCJeABaHE OT OTOPUHOJIAPUHIOJIOT M HEBPOJIOr, IPU CHUHAPOMHHM JIETEHEpAlluU Ha
peTrHaTa € He0OX0JUMO OTKPUBAHETO U MPOCIEIIBaHE HA CUCTEMHO 3a00JIsIBaHE U Jp).
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Katenpa no Ounn GonecTu H 3pPHTEIHH HAYKH
Meaunnunckn ynusepcuret ,[1pod. a-p [1.Crosnos™ rp.Bapna

AHKeTHa KapTa

1. Ha koiako cre roguuu?
a/ 1o 18 romuuHa BB3pacT;
6/ mesity 18-30 rojuina eb3pacr;
B/ mescay 30-45 ropuuina Be3pacr;
r/ Mexay 45-60 roguiIHa Be3pacT;

2. Bawmusr non e:
a/ ’KeHa;
0/ MBIK;

3. Hmare i panko renetnyno sadonasane?
al/ na
o/ ne

4. AKO OTrOBOpPBT Ha BBIIPOC 3 € ,,/1a", KAaKBO Ps/IKo 3abonsBaHe Hmarte?
a/ pajiko ouHo 3a00nMBaHe

6/ panxo 3abonABaHe ¢ O4HO 3ACATAHE

B/ Apyro

5. Kaxso e Bameto pAOKO 3abonaBaue :

6. Kora e mocTaBeHa Bamata anarsosara’?
a/ 10 8 rojIMIIIHA BB3pAcT;

0/ mesy 9-18 rojuiina Bb3pact;

6/ mesay 18-30 rogumiHa Bb3pacT;

B/ mexncty 30-45 ropuuina Be3pacT;

r/ mesiy 45-60 roauina Bp3pact;

a/ enex 60 roguirHa BL3pacT;

7. 1IpoBe/IeHO Jik € reHeTHYHO u3cieaBaHe?
a/ na
o/ ne

8. AKO OTrOBOpPHT Ha BeIIpoC 7 € ,,aa", Koif BH HACOYH H HA3HAYH TIPOBEKIAHETO HA
reHeTHYHOTO H3c/enBate?

a/ nexyBamusT oyTaIMoIor

O/ IMUHUAT TeKap

B/ IPYT JIeKap HIIH MEIHLHHCKO JTHLE

1/ He MEJIMIIMHCKO JiHLie (MOJIS [I0COYeTe KOH € HA3HAYMIL H3CIIEIBAHETO)

9. Kakbs Oe pesynTarsT OT NPOBEIEHOTO TEHETHYHO H3cleiBaHe?
a/ MOCTABH CE TOYHA THATHO3A

0/ nocraBu ce OpPHEHTHPOBBYHA JIHATHO3a

B/ n3cnenBaHeTo He Ge MH(POPMATHBHO

10. Umare siu G113kn, poiHunm (aena, Maiika, daia, poJiHHHH OT BTOPA JINHKS) 3aCErHATH
OT CHILOTO PAAKO 3a00IABaHE KATO BameTo?

L

o/ ne;

11. Konko Bpeme Oe HeOOX0IMMO 3a NOCTaBAHE HA BalIATa AHarnosa?
a/ or HAKOAKO Mecena 1o 1r;

6/ 3a mepuon ot 1 10 3 rogHHM;

B/ 33 neprojL 10 3 10 5 rojmnm;

r/ noseye ot 5 rojMHy;

7/ HAMaM MOCTaBeHa TOUHA JTHArHO3a

12. Orkbze nonyuasare nH(OpMalis 3a BAIETo 3a00sBaHE M Bb3MOKHOCTH 3a JiedeHHe?
al ot JICKYRAILHA QUEH JIeKap

6/ oT nMMYHKA nexap

B/ oT ManHeHTCKa OpraHusarnHa

r/ 0T APYro MAcTo (.

13. HWmare nu apyru npujapy:kasaiy 3adonsBanms (Xunepronnuna donect, 3axapeH anader,

oBOpeuno sabonssane u ap.)? Mons orbenexere parero 3abonssane. d)nrypa 5 BLHpOCHI/IK 3a MAIUEHTHTE
alnma- . ’
o/ ne C p€aKn 336OII}IBaHI/I}I, HU3TOTBCH 3a

brnarogapum Bu 3a otaeneHoto Bpeme! 15 LCJINTE Ha HACTOALICTO IIPOYyYBaHE.



Onpenesnsine HA 3pUTEHA OCTPOTA

CyOeKTUBHO H3CIIEIBaHE HA 3pUTENIHATAa OCTPOTAa C ONTHMAJIHA ONTHYHA KOPEKIHS C
IIOMOLITA Ha TECT IIPOEKTOP.

buomukpocknonust

bruomukpockonusiTa € OCHOBEH, HE3aMEHWM M HEWHBAa3WBEH METOJl B KIMHUYHATA
MPAKTHUKA U TPIKaTa 32 OYHOTO 3/[paBe, MO3BOJISIBAI JAHATHOCTHKA, JICYCHUE U MTPOCIICsIBAHE.
3a 1eauTe Ha HACTOSIIOTO IPOYYBaHE ce M3Mo3Ba onomukpockon Zeiss SL 220, cuadaen ¢ LED
TEXHOJIOTHUS OT HOBO IOKOJICHHE 33 AUPEKTHO, CTAOMITHO OCBETSIBAaHE U MOYJI 38 BU3YyJIU3aLUs U
3acHEMaHe Ha N300pakeHus, ype3 KoMIakTHa kKamepa u SL codpTyepbT 3a H300pakeHus C BUCOKA
pa3aeNuTeHa ClIoCOOHOCT.
W3pbpmu ce oren, 0a3vpaH Ha aHATOMUYHHS TPUHIMII OT TMOBBPXHOCTHHUTE KBbM IBIOOKUTE
CTPYKTYpPH Ha IPEJICH U 33JICH OYCH CETMEHT ¢ ()OTOIOKYMEHTAIIMS Ha YCTAHOBEHUTE MTPHU3HALIU U
OTKJIOHEHUS] OT HOpMaTa, MOTCHIIMAIIHO CBbP3aHU ChC 3ary0a Ha 3peHHe (aHOMAJUU Ha TIPEIHHS
CETMEHT, OIICHKA Ha CTETICHTA Ha IOMBTHEHHE Ha JIelIarTa, 3200 sIBAaHHS Ha PETHHATA U 3PUTCITHHS
HepB, aTpouss Ha MakyJaTa u ap.).

- K Ty Ry g &
R "ol o 7l .
durypa 6. DoTo-1300pakeHns Ha IIPEJCH OYCH CErMEHT Ha MAL[MEHTH ¢ aHUpUAUs ¢ OuomMukpockon Zeiss SL220 ¢

MOJIyJ 32 BH3yaym3arus SL
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CranmapTHa I[IBETHA WU IUPOKOBI'BIHA (hoTOrpadus HA OYHOTO JABHO :

3a JOKyMEHTHpaHE M BU3yalH3HpaHe Ha 3a00JIBaHUATA HA 3a/IeH OYEH CETMEHT B HACTOSILETO
npoyuBaHe ce usnoisBa (yHmyc kamepa Zeiss Digital Fundus Camera - Visucam 524 ¢ 24-
METaNUKCEJIOB CEH30D, Ch3/aBalla AeTallIHu N300pakeHHsI C BUCOKA Pa3/IeIUTENIHA CIOCOOHOCT.
VISUCAM 524 e msuioctHa cucTeMa C MHOXKECTBO PEXHMMHU Ha 3aCHEMaHe Ha M300paKeHHS
(aBTOuTyOopecueHIusA, 0e3 4YepBEHO, YEpPBEHO, CHHBO) M (YHKIHMSA 3a (HIyopecienHoBa
anruorpadus U HHIOIMAHUH-3eJIeHA aHTHOTpadusl.

Ta6muna 5. Cnenudukarmu va Zeiss Digital Fundus Camera - Visucam 524.

["'onemuna Ha nmoneTo

45°u 30°

CGHSOP 3a 3aCHCMAaHC

CCD 24-meranukcena

Pexxumu Ha 3acHeMaHe:

LBetHu, red-free, cunm, depBeHH U aBTOYIYOPECICHTHH
n300pakeHus Ha QPyHayca, H300PAKCHUS HA TTPETHUS
cerMeHT (uryopecuenHoBa anruorpadust wiu [CG
aHruorpadus

Ountpu

aBTo(yopecuenTHH n300paxerus, UV/IR 6apuepHu
GbuITpy, GUITPHU 33 CHHU M 3€TICHH CHUMKH;

PaboTHO pascTosiHue

40 mm (oKko Ha MaIMeHTa — MpeHa JIela)

[TocnenoBaTeTHOCT Ha 3aCHEMaHe

ot 1,5 cexyHau (3aBUCH OT €HEpruaTa Ha CBETKaBHUIIATA)

I[I/IaMCT'Bp Ha 3CHUIIaTa

>4,0 mm

> 3,3 mm (30° pexxuM Ha MalTka 3¢HHIIA)

Monurop

23” TFT (1920 x 1080)

®urypa 7. Dotorpadus Ha ouHo xpHO ¢ Zeiss Digital Fundus camera - Visucam 524 ( A,B,B,I" u /) Ha manueHT Ha
50r. c HaclleACTBEHA PeTHHAIIHA TUCTPOdHsL.
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Ourypa 8. PoTo-cHUMKH Ha 04HOTO ABHO ¢ Zeiss Digital Fundus Camera - Visucam 524 Ha xena Ha 30 rogunu ¢
OIUTaKBaHMS OT ITOCTEIIEHHO HaMaJICHUE Ha 3PEHUETO Ha JIBETE OYH.

In vivo xoH$oKkaTHA MUKPOCKONIHUS

B HacTosioTo npoy4Bane e H3MOJI3BaH Ja3ep CKaHupail kKoHpokaieH mukpockor (LSCM)
Heidelberg Retina Tomograph ¢ Rostock Cornea Module na Heidelberg Engineering Gmbh,
FepMaHI/ISI 3a HCHHBA3WBHO U3CJICABAHEC B pCAJIHO BPEMC Ha pOTOBHIIA U ITPEAHA OYHA ITIOBBPXHOCT.

18



Comea Section [252], Comea Section [39],

#1/1. 43 pm Hepewsere #1/1. 57 pm HEIDELBEIG
| ENGINEENNG ENGINEENNG

@urypa 9. Kena Ha 64 ronunu ¢ Texxka Gopma Ha oueH neMpHUrou, MOCTHIIBAILA 10 MTOBOJI HA HAMAJICHO 3pEHUE Ha
IsicHO 0KO0; A) JlsicHo oko — VOD=PPLC, hoToOnoMHuKpOCKONHS Ha MPEIeH OYeH CETMEHT PN 3alI0YBaHe Ha
nedenue; b) @orobnoMukpockonys Ha IpesIeH OYeH cerMeHT- 4 Mecela ciell 3arnoyBane Ha JieueHueTo; C) In vivo
KOH()OKaJTHA MUKPOCKOIIHSI Ha POTOBHIIA, TIOKa3Ballla HOpMaIHU Oa3ainHu enuTenHu kietky; J]) In vivo kondoxkamna
MHKPOCKOIINS, TOKA3Ballla METAILIA31sl HA POTOBHYHHMS STIUTEN

AmnapatsT pabotu ¢ nH(ppayepBeH jazep kiac 1- 670nm guoeH nazep, 6e30maceH 3a U3CJIeIBaHMs
Y W3CIEBAIIMAT U KOpHEalleH aHamu3upam] copTyep, 4pe3 KOUTO Ja BH3YyaIU3Hpa KIETKUTE U
KIICTBYHHUTE CJIOCBEC B pOroBuIata. I/IJ'IIOMI/IHaIII/IOHHaTa cucreMa M OOEKTHUBBHT MMAT O6H_II/I
¢doxycHu Touku. ONTUKATa € MOHTHPAHAa XOPU30HTAITHO, OCUTYPSBAWKH JIOCTHII O POTOBHIIATA
KOTaTo M3CIIEIBAHUAT 0OCKT € BB BEPTUKAIIHO TMOJIOKEHUE (CeaHano nomoxenue). [IpeaqumcTso
Ha M3CIIEJIBAHETO € HEroBaTa HEWHBA3UBHOCT - HEOOXOMUM € MHUHHMAJIEH KOHTAaKT MEXIy
o0eKTHBa M POTOBHIIATA, 3a Jla C€ TOIYy4Yd H300pakeHHe, BH3MOKHOCT 3a MOBTOPSEMOCT U
KpaTKOTO BpeMe HeoOX0IMMO 3a TeHEepUpaHe Ha JaHHU (M3CIEBAHETO MPOIbbKaBa MEeXIy 5-15
MUH.).
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(Doroy.\mom €J€H JETEKTOp

Tasep Ornegano

TomoCap (PMMA -gamika)

@urypa 10. CxemaTHyHO MpecTaBsiHe Ha KOHQUTYypalusTa Ha Jla3ep cKaHupauus KoHpokaineH Mukpockon HRT-

Rostock Cornea Module ( Heidelberg Engineering Gmbh, Germamy).

AJ'IFOpI/IT"bM Ha N3CJICIBAHCTO:

N

BbBex1aHe Ha TaHHUTE Ha W3CJIe/IBaHUS MAllUEHT ;

AmnapaTbT ce MO3UIMOHMPA Ha ONITUMATHA BUCOUMHA CIIPSIMO M3CIIE/IBAHUS TTAIUEHT
[MoaroroBka ¢ TomuKanHa aHecTe3us- ABykpatHo HakamBane ¢ Alkain (0.5% collyr,
Alcon);

Bwpxy obektuBa ce moctaBs exHokpareH crepwiecH TomoCap (PMMA - uarika) oT
nonmumerunmerakpunar (PMMA - gamika), mpeaBapuTeNTHO W3MBJIHEH C OYEH Ied
(Corneregel) 3a mocturane Ha UMepCHs;

CrenBa HynMpaHe Ha anapara;

[TocraBst ce kamka ouyeH ren - Corneregel B m3cieiBaHOTO OKO W TAIMEHTa Ce
MO3UIIMOHKPA;

W3cnenBane Ha poroBuiiata - TOMOCap-a ce aluilaHupa BbpXy pOroBHIlaTa Ha MalueHTa
B 30HATa KOSITO IIIe CE U3CJIeBA U TIOCIOHHO 3aCHEMaHe.
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@urypa 11. LSCM (nnazep ckanupanius koupokainen mukpockorn) HRT- Rostock Cornea Module (Heidelberg
Engineering Gmbh, Germamy).

Ilepumerpus

OneHkata Ha 3pUTEITHOTO IMOJE€ € BaKEH MHCTPYMEHT B JAMArHOCTUKATA U MPOCIEASBAHETO Ha
MalUeHTH C OCTPU M XPOHWYHH OYHM W/WJIM HEBPOJIOTWYHM 3aboisBanus. llo geduHuims
3pUTENHO MOJIE € OHA3U YacT OT IPOCTPAHCTBOTO, KOATO OKOTO Bh3IIpHeMa Mpu (pUKcHpaHe Ha eHa
TOYKAa M TPU HETOABIDKHA TJIaBa. | paHUIMTE Ha HOPMAIHOTO (YOBEIIKO) 3PHTEIHO MOJE Ce
npoctupar Ha 90 rpamyca TemnopanHo, 60 rpagyca HazanHO U otrope u 70 rpamyca a0mdy.
[Tpubmm3utenHo 60% OT BCHUYKM HEPBHM BJIAKHA B PETUHATA MPOM3JIU3aT OT LEeHTpadHuTe 30
rpajyca 3puTeIHOTO MOJIE.

W3cnenBaHeTo Ha 3pUTENHOTO TOJ€ 3a LIEJIUTE HAa MPOYYBAHETO C€ M3BBPIIM C aBTOMATHUEH
nepumerbp Humphrey® Field Analyzer 3 (HFA™3) ¢ nporokon SITA faster 24-2 - tectBarn 54
TOYKH M M3MEPBAII] 3pUTEIHOTO mojie 24 rpaayca temnopainHo u 30 rpagyca HazanHo. (purypa 10)
ITpotokonsT SITA Fast namansBa BpemeTo 3a uscieaBaHe B cpaBHeHHe ¢ SITA Standard u
M03BOJISIBA W3BBPILIBAHETO HA OOL] CKPUHMHI, PAaHHO OTKpPHBaHE Ha TIJIayKOMa M HEBpPO-
0 TaIMOJIOTUYHU CHCTOSHUS.

Ta6muna 6. Cnennpukanuu Ha Humphrey® Field Analyzer 3 (HFAT™3)

MakcHMajeH HHTCH3UTET 10 000 ASB

ITpOoaABIDKUTETHOCT HA CTUMYJIA 200 ms

Pa3cTosiHue 3a TecTBaHe Ha 3pPUTEITHOTO TOJIe 30 cm

@DOHOBO OCBETIICHHE 31,5 ASB

MakcumaseH 00XBaT TEMIOPAIHO 90 rpazmyca (90°)

JluHamudeH o0XBat 50 dB

IIporokonu 24-2, 30-2, 10-2, 60-4, nazanHa CThIKa

ANTOPUTHM Ha U3CIEBAHETO:
1. BeBexaHe Ha JaHHUTE Ha MAIMCHTA U Ch3aBaHe HA PO,
2. Tlpm HEOOXOAMMOCT KOPEKIIHsI Ha 3peHUETO (3a 01130);
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3. HHcTpykTHpaHe Ha MalyeHTa 3a BUJa U HaUMHA HA IMPOTHYaHe Ha U3CIIEBAHETO;
4. 3axpuBaHE MOCIIEAOBATEIHO HA JIABOTO U ASICHOTO OKO M MTPABUIIHO MO3UIIMOHUPAHE HA
arnapara;
5. Craprupane Ha mporpamata SITA faster 24-2 (npu mauumeHTUTE C HEBPOJOTHMYHA
CHUMIITOMATHKa C€ Ha3HaYaBa U HEBPOJIOTUYHA MPOrpamMa 3a OLIEHKA 3PUTEIHOTO I10JIe);
Ananu3upanu 6s1xa camMO JIOCTOBEPHH NMEPUMETPUYHH U3CIEABAHUS - C (PAIINBO MMO3UTUBHU U
¢danmuBo HeraTuBHU oTroBopH < 33% u 3ary0a Ha pukcanus < 20%.

Central 24-2C Threshold Test

Gentral 24-2C Threshald Test
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@urypa 12. Ananu3 Ha uscneasade or Humphrey® Field Analyzer 3 (HFA™3) ¢ npotokon SITA faster 24-2

Enexrpoperunorpapus

EJICKTpOpCTI/IHOFpa(l)I/IHTa € 00OCKTHBHO H3CJICABAHC U U3MCPBAHEC HA (bYHKLII/ISITa Ha
SPUTCIHUA aHAJIU3AaTOp IIPU peaulia OYHU 3&60J’[$[BaHI/I$[, IIpU HCKOOIICPATHBHU ITAIIMCHTH, IIPU
MaJIKy Je€ua U Mpu CUMyJialus.

HaIII/IeHTI/ITe C pCAKHU OYHU 3a00/1BaHHS HA 3aZICH CCTMCHT, y4aCTBalllkd B HACTOAIIOTO
IMpOy4YBaHC 0s1Xa HaCOYCHM 3a HU3BBPIIBAHC HA TOBA U3CJICABAHC.

OnTuyHa KOXepeHTHa TOMOrpadus

B HactosmoTo npoyuBane nmanueHTUTE 0s1Xa M3caeaBaHu ¢ momoinra Ha Zeiss Cirrus
5000 HD-OCT (Carl Zeiss Meditec, Is6mun, Kamudopuus, CAILL), mo3BonsBai HEHHBa3UBHO,
0Bp30, MOBTapsieMO U3CJEIBaHEe C BUCOKA pa3fenuTenaHa cnocooHoct. To3u amapar e 6a3upan Ha
Spectral Domain (SD) OCT texHonorusra, KosTo U3M073Ba KOXEPEHTHA HH(PEPOMETPHS U
n3MepBa 3a0aBsSHETO HAa OOPATHO OTpa3eHaTa CBETINHA.
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[IpocnensBane ¢ FastTrac ™ namansBa apredakTuTe, pe3yaTar OT JBH)KCHHETO Ha ouuTe. Ta3u
(GyHKIMA TO3BOJSBA 3aCHEMaHETO Ha B-CkaHM ¢ Hal-BUCOKA pa3/eiHMTENHa CHOCOOHOCT Ha
UJICHTUYHU MECTa OT MOCEILEHUE JI0 MTOCEIICHHE, KATO OCUTYpsiBa TOUHA OLIEHKA Ha MPOMsHATA B
LIEJIEBUTE MTATOJIOTUU.

@urypa 13. Canmka Ha Zeiss Cirrus 5000 HD-OCT (Carl Zeiss Meditec, As6mun, Kamudopaus, CALL) u
BBHIIIHUTE JICIIU 3a U3CJI€/IBaHE HA POrOBUIIA U TIpeiHa KaMpepa

OnTuunara koxepentHa Tomorpadus (OCT) ocurypsiBa n3o0pas3siBaHe Ha HAIPEYHOTO CEUCHUE Ha
doropenenTopuTe, MUTMEHTHUS CIUTENI HA PETUHATa W BBTPEIIHUTE CIIOCBE HAa PETHUHATA,
BKJIFOYMTEITHO CJIOSI HA HEPBHHUTE BJIAKHA.

Ob6eMHHTE CKaHHMpaHUS C BHCOKA IUIBTHOCT U C JIOKyMEHTHpaHEe Ha IeHTpaiHaTa JedennuHa Ha
peTHHaTa OCUTypsIBaT Mojie3Ha 0as3a 3a AMarHoCTHKa, MpocieasBaHe U HaOMoAeHne. AKkcuaaHaTa
pazzenurenaHa CHOCOOHOCT B ThKaHTa € 5 um, a MaKCUMaJIHaTa CKopocT Ha ckaHupane € 68 000 A-
ckanupas B cekyHma. SD OCT pabotu 65 mbTH mo-0bp30 OT CBOMTE MPEANISCTBEHHIN Time
Domain (TD) OCT -yctpoiictBata. binaronapenne Ha 2 JBe BBHIIHH JICHIH 3a MPEACH CErMEHT
(AS) - porosuiia u npensa kamepa, Cirrus 5000 HD-OCT naBa Br3MOMKHOCT 32 JI€TaiiIHa OllEHKA
Ha pPOTOBHUIA, UPUC, LMWIMAPHOTO TSIO U MpEeTHOKAMEpeH brbhjia, B TOBAa YHUCIO U Ha (DUHU
CTpyKTypH Kato JleciiemeToBa MeMOpaHa, TpabeKyaapHaTa Mpexa u JuausATa Ha [11Ban6e.(112)

Tabnumna 7. Xapakrepuctuku Ha Zeiss Cirrus 5000 HD-OCT (Carl Zeiss Meditec, Is6mun, Kamudopausa, CALL)

XapakTepucTHKH IMapamerpu

Ckopoct Ha A-ckaH 27 000-68 000 A-scans/sec.

AKcunanHa pa3fenuTenHa CocoOHOCT 5 pm (B TBKaH)

Hanpeuna pazgenurenHa cnocoOHOCT 15 um (B THKaH)

JIpn6ounHa Ha ckaHupaHe (A-CKaH) 2.0 mm (B TpkaH), 1024 Touku

W3TouHMK Ha CBETINHA CyHepiIyMUHHUCLIEHTEH 1uo/ieH u3TouHuK (SLD) ¢
IBJDKHHA Ha BBIHATA A = 840 nm

duxcanus BpHmHa 1 BeTpenina (perynupade Ha Gokyca npH
BbTpenHa dukcarus -20dsph g0 +20dsph)
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B HacrosmoTo mpoyyBaHe NpH MAIMEHTUTE C PEAKH 3a00NIIBaHHMA Ha 3aJ€H CErMEHT ce
M3MOJI3Baxa CKeHUpAIIUTe MPOTOKOIH: ,,Macular cube 512x128” , ,,Optic disc cube 200x200” u
»Angiography 6x6 mm” , a 3a Te3u cbc 3a0oisBaHus Ha npeneH odeH cermeHT : “HD Cornea
Analysis”, “Anterior Chamber Analysis”, “Anterior Segment Cube Scan®.

Ckanwupani nporokos ,,Macular cube 512x128”
Cepust or 128 xopuszoHTasiHM B-ckeHa, Bceku cbcTaBeH OT 512 A-CKkeHa M €IUH LEHTpajeH
xopuzontajieH B-cken ¢ HD (high definition) kauecTBo. [IpoTOKOIBT IpeaOCTaBs BH3MOKHOCT 3a

3D u eH-dac Bu3yanusanus Ha U3CICIBAHUTE CTPYKTYPH.
AnanuseH nporokoi,.Macular cube 512x128”

Upe3 TO3U CKEHHUpAIl IPOTOKOJ ce J0OMBAa KauyecTBEHA M KOJMYECTBEHA OIICHKA Ha peTHHATa-
uHpopMmanusa 3a odemMa Ha TpuU3MepeH KyO ¢ pazmepu 6mm/6mm/6mm u 3a nebenuHaTa Ha
peruHara B 9-te kaprorpadcku cekropa. Bs3 ocHoBa Ha ckanupaHe ¢ Macular Cube 512x128
MOJKE Jla C€ M3BBPUIM M KOJIMUYECTBEHA M KaueCTBEHA OIIEHKAa Ha CJIOS HA TaHTJIMHHHUTE KIETKH
(GCL) mmtoc BbTpeninus miekcudopmen cioit (IPL).(purypa 14)

Ckanupaur onporoxod ..Optic disc cube 200x200”

ABTOMaTHYHO WACHTU(UIIMPA TPAHUIIMTE HA JFCKA HA 3pUTEIHUS HEPB. CKaHUPAIIUAT IPOTOKOI
redepupa gaHHu ot 200 B-ckenupanus ¢ 200 AckeHupanust Ha Bceku B-ckeH.
Amnanuzen nporokoa ,,Optic disc cube 200x200”

Ouenka Ha RNFL (nepunanuiaphus cioii Ha HepBHUTe BiakHa) 1 ONH 3a nBere oun. (OueHkara
Ha RNFL ce ocHoBaBa Ha BB3pacTTa Ha mauueHTta, a 3a ONH mapamerpute ce ocHOBaBa Ha
Bb3pacTTa Ha MAlMeHTa U pa3Mepa Ha qucka). KapTa Ha neGenuHaTa Ha mepunanuiapHus ciIoi Ha
HEpBHUTE BakHa e Tonorpadcko nobpaxenue Ha RNFL ¢ ¢popma Ha nsickueH yacoBHUK.(purypa
22-J1)

Cxkanupaii nporokoi ,,Angiography 6x6mm”

[To3BonsBaT BU3yaln3alys Ha peTHHAIHATA U XOpOUJjaliHaTa BacKyJapu3anus 0e3 HeoOX0JUMOCT
OT MH)KEKTUPaHEe Ha KOHTPACTHO OarpuIo.

AHanu3eH mpoTokon ,,Angiography 6x6mm”

AngioPlex Metrix™ ocurypsiBa 00€KTHBHM HM3MEpBaHHs 3a HaONIOJCHHE Ha Tepdy3usTa Ha

peTHHaTa, BKJIIOUUTEIHO IUTBTHOCT M mepdy3us Ha ChAOBETE W NapaMeTpu Ha QoBeasHaTa
aBackysapHa 30Ha (FAZ).(®@urypa 22-1)
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Name: NR

I D *kkhkkhkkhhkhk
DOB : skeskeske stk skoskosk
Gender: Unknown

Technician: , Study

Exam Date:
Exam Time:

Serial Number:
Signal Strength:

oD oS

08/11/2019  08/11/2019 CzMI
11:09 11:19

5000-18924  5000-18924

8/10 10/10

Macula Thickness OU: Macular Cube 512x128
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OD ILM-RPE Thickness Map

Fovea: 248, 67

OD OCT Fundus
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OD ILM-RPE Thickness

"

AR ii;*“‘

— TN
)

7 e
287

// ‘\“\
/ /7/ \
w337 \

263 322 277\332J 305)

OS ILM-RPE Thickness OS OCT Fundus

< 285 -

/ o

/ w318
PaS

(S
308 |‘329 (259 309]

{ .

OD Horizontal B-Scan

\ N
J \ 2
\1316‘/ '
,' \\\ 288 S
ILM - RPE oD 0S
Thickness Central Subfield (pm) 277 259
Volume Cube (mm?) 104 | 108
Thickness Avg Cube (pm) 290 300

BScan: 67

OS Horizontal B-Scan

57

Ourypa 14. Ananusen nmpotokoi ,,Macular cube 512x128” npu gete Ha 121. ¢ AUCTpOdUS HA MaKyjarTa.
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Ckangwnpan nporokon “Anterior Segment Cube Scan®

PexuMbT reHepupa o6eM OT JaHHU upe3 4-MIJIUMETPOBA KBaJpaTHA pelIeTKa Yype3 Npuao0uBaHe

Ha nopenuia ot 128 XOpu30HTAIHY JJUHUY 32 CKAaHUPAHE, BCSIKAa ChCTaBeHa OT 512 A-

CKaHUpaHMUSL.

AnanuzeH nporokoi “Anterior Segment Cube Scan*

Moxe Jia C€ U3II0JI3Ba 3a UIBMCPBAaHC Ha LICHTpAa/JIHaTa ,I[G6€J'II/IHa Ha porosunara u Cb3JiaBaHE Ha

3-D n3obpaxeHnue Ha JTaHHUTE.

Atanasova, A, 3/110/1972
Comea Section [13), 10/28/2020, OD

#1/1 8pm Hepesercll #1/1. 228 pum
ENGINEENNG

Cxkanupai ipotokoi “HD Cornea Analysis”

®urypa 15. IIpeano-cermentHo OCT
(A) u LSCM wuso6paxenue (b u B) Ha
porosuna npu naueHT ¢ Jlarucosa
quctpodus:

simeonav, g., 12/7/1970

Comea Section [50], 1/4/2012, OD

A) Ckanuparl npoTokosa “Anterior
Segment Cube Scan® - mudy3Hu,
MPE/IHO- CTPOMAJIHU HENPO3PayHOCTH,
CHOTBETCTBAIIM HA PELIETHYHHUTE
JIVHUMY;

B) LSCM u3o0paxeHne - HopMaJieH
poroeuyeH ennrerr; B) LSCM
n300pakeHHe - MOKa3Ba HUIIKH B
cTpoMara, ChOTBETCTBAIIM Ha
peuIeTbYHNTE JTHHUM;

Cnen mocraBsiHe Ha BbHIIHA Jema (purypa 16) ce reHepupa €IHO CKaHUpaHE C BHCOKa
pasneNuTeHa crmoco0HoCT ¢ apoounHa 2,0 mm u apnkuaa 9,0 mm. Ckanupanero usnonsea 20

B-ckanupanus, Bcsako ceectaBeHo oT 1024 A-ckaHupanus. breabT Ha CKAHUPAHE € PETYIHPYEM OT

-89 1o 90 rpangyca.



Anannsed nporokoia “HD Cornea Analysis”
['eHepupa ce eqHO M300paKEHUE, KOETO MOXE JIa Ce M3I0JI3BA 32 OICHKA M JIOKYMEHTHpaHEe Ha

3APAaBCTO U MATOJIOTUATA HAa pOrOBHLIATA.

. @urypa 16. AS-OCT nporokon “HD Cornea Analysis” npu manuenT ¢ guctpodus Ha Salzmann. (g ) mokassa
cyOenuTeNnHa JIe3us C ThHBK MOKPHUBAII] SITUTE

Cxkanupair nporokoi “Anterior Chamber Analysis”

To3u excnan3uBeH 15,5 mm mupok u3riea Ha nsiara npeana kamepa (B-ckanupane Ha mpeaHa
Kamepa), momara 3a uAeHTH(UIMpaHe Ha MAIlUEHTH C PUCK OT 3aKPUTOBI'BIIHA TJIAyKOMA.
AnammseH nporokoi “Anterior Chamber Analysis”

Hpe,Z[OCTaBSI H3TJIC Ha MpeAHaTa KaMepa, KOCTO IMO3BOJIsIBA OIICHKA U NOKYMCHTUPAHE Ha
CbCTOSAHUCTO HA pOTOBHILIATA B HOpMaH IMATOJIOTH, KAKTO U UPUAOKOPHCAIIHUTE BITIU U
,[[T)J'I6OLII/IHaTa Ha IpeaHaTa Kamepa.

Ourypa 17. Aranmsen npotokoi “Anterior Chamber Analysis” mpu nanueHT ¢ aHUPUINS ¥ WHIUIAHTHPAHA JIeIIa Ha
Morcher .
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Ckanupawr nporokoa “Anterior Segment 5 Line Raster”
TOBa CKaHI/IpaHe MOXE Oa 6'[:,[[6 HOBI/II_II/IOHI/IpaHO Ha XXCJIAHOTO OT HU3CJICABAIIIUAT MSICTO BBpxy

porosunara. Mima perynupyema abipkuHa ot 3, 6 mwiu 9 mm, perynupyeMm brbia oT —89 no 90
rpajyca u peryiaupyemo paszcrosiuue ot 0 1o 1,25 mm nHa crbnku ot 0,025 mm.
Amnanusen nporokon “AnteriorSegment 5 Line Raster scans”

FeHepI/Ipa MHWHHATIOPH HaA I/1306pa)KeHI/ISITa Ha CKAaHUPAHUTC JIMHUU.

Scan Angle: 0° Spacing: 0.25 mm Length: 3 mm

@urypa 18. OCT Ha poroBuiia - ckanupail npotokoi “Anterior Segment 5 Line Raster ” npu nauuenr ¢ auctpodust
Ha “Schnyder” — Hanuuue Ha MWIBTHO, XUIIEPPEDICKTUBHO OTIOKEHHE CyOSTUTETHO U HAYAIHA CTPOMA.

AnroputrsMm Ha uscnenBaHeto ¢ Zeiss Cirrus 5000 HD-OCT (Carl Zeiss Meditec, [An0muH,
Kamudopuus, CALL):

1. BoBexaane Ha JaHHHUTE Ha MallMEHTa;

2. AmapaThT ce Hariacs Ha ONTHMAallHAaTa BHCOYMHA U MAlMEHTHT CE€ TMO3UIIMOHUpA -
Opaanukara Ha MalMeHTa ce MOCTaBs Ha MoAOpa HUKA B JIsiBaTa 4acT (MapKupaHa B CHUHBO),
3a J1a ce CKaHMpa JSICHOTO OKO, WJIM B JASCHATa 4acT (MapkupaHa B 0sJ10), 32 CKaHUpaHe
JSBOTO OKO. YeJoTo Ha MaiueHTa TpsAOBa J1a OCHIIECTBSIBA KOHTAKT ¢ oOlieraikara 3a
riaBara. [[alMeHThT ce MHCTPYKTUPA Ja ce ABWKH C TIOJI0OpaTHIKaN o0JieraiikaTa 3a riiaBa
Ha arapara;

3. lleHTpupaHe Ha 3€HWYHHS IUTAH HAa TAIMeHTa W (POKyCHUpaHe Ha W300paKCHHETO —
MUIIEHATa 3a BhTPEIIHA (GUKCalUs C 3€JIeH LBAT Ha YepeH (PoH;

4. ByTOHBT 32 ONTUMHU3HUPAHE HA U300PAKEHUETO CIPSMO U30paHus OT HAC MPOTOKOT,

5. 3acHemaHe U 3aMKCBaHEe HAa PE3YITATUTE;
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H3mepBaHe Ha BLTPEOYHOTO HAJISITAHE

3a uenuTe Ha MPOYYBAHETO MALMEHTUTE ce u3cieaBaxa ¢ Bp3ayueH ToHomersp NIDEK
NT-530T, mo3BossBam OE3KOHTAKTHO HM3MEpPBaHE HAa POTOBHYHA JAcOCIMHA M BHTPEOYHO
HaJsIraHe.

3.3.4.1. AITOPUTHM 32 KIMHNYHA OLICHKA HA PSIKO 3200J19BaHEe HA NIPeIeH 0YeH CerMeHT:

Knunnyna oneHka: pPAAKO 3a00J1s1BaHe Ha npeacH O4YCH CCTMCHT

OneHka [TspBO IMocnenBamio
MOCEIEHUE noceuieHue (Ha
BCeKH 1-2
TOJIMHH)

AHaMmHe3a 3a :

» OuHM (BKIIOYHTEIHO TEKYIIX OTUIAKBAHHUSA);

» Tlpunpyxasaiy 3a00Ji1BaHus (BKJIFOUUTEITHO
HacTosIma yrnorpeda Ha JeKapcTBa,
[[eJIeHacoueHa aHaMHe3a 3a yrnorpeda Ha
JIeKapcTBa ¢ TOKCHYHOCT KBbM IPEHATa OYHA
MOBBPXHOCT KaKTO U PETUHOTOKIIUYHU
JIEKapTCBA);

» damwiHa aHaMHE3a,;

Etumoutorus :
Knunnuen (ouen) npermien:

» Haii-no0pa kopurupana 3puTenHa OCTpoTa;

» Tecr 3a uBeTHO 3peHHe (110 U300p);

» bBroMukpockomus Ha MpeJeH OYeH CErMEHT U
(byH100MOMUKPOCKOTIHS
(crepeoodTanmockonus ¢ +90 D nema);

» BbTpeodHo HajsraHe,

AnapaTHM nU3CeIBaHUS:

» @OToOKyMEHTAIIHS

» OnTH4yHa KOXepeHTHa ToMorpadus Ha npeieH
OYEH CETMEHT M M3CJIC/IBAHE Ha 3aJIeH OYCH
CerMEHT IPU HaMaJIeHO 3peHue (MaKyJa 1
3pUTEJIEH HEPB);

» In vivo koH(pOKaTHa MHKPOCKOIINS;

'eHeTHYHO HU3ClEeNBaHE:
» TlanenHo TecTBaHe W/MIN
» CekBeHHpaHE Ha €K30Ma W/WIN
» CexBeHUpaHe HAa TEHOMA;
[TomrbnBaHe Ha crielMaTHO Ch3/a/IeHa aHKETHA KapTa
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Qurypa 19. Kimuangen cimyyqaii 1: gere Ha 13 TogWHU ¢ aHUPHUIUS U aCOIMUPAHA C AHUPHUIUS KePAaTONaThs CTaIul
1 u raykoma.

Ot xnmanyHus npenien: VOD=0.3, VOS= 0,2 3a omuzo 20/80 add +2,5dsph; TOD= 15,2 mmHg, TOS=14,8
mmHg.

JO/JIO — nex XOpU30HTAICH HUCTarbM C POTaTOPEH KOMITOHEHT, YCIIOPEIHH OYHU OCH B ITbPBA MO3HIIHS;

[TOC: knenaun-3ana3zeHa MO3MLMS U MOIABMXHOCT; KOHIOHKTHBAa- HOPMa; POTOBHIA — MPO3payHa; MK- OUCTpa,
“Morcher” UMIIAHT, CT.TSUIO — MPOCBETIISABA;

30C: makyna - 6e3 pedrexc, mamma suranda, C/D = 0,3

AnapaTHy H3CIeABaHUS M0 M3TOTBEHUSI IPOTOKOI:

- LSCM cuumku (a,0,8,r) : a) 1 0) HOpMaJIeH POrOBUYCH EIUTEI- 0a3aJIHU KJIETKH, IPABUIIHO MOAPEICHU
ChC CBETJIM TPAHMIM, B) MpEIHA CTPOMA C €IUHUYHU BUIUMH KEPATOLMTH; T') THHKU BUIOU3MEHEHH
nanucaau Ha Vogt;

- Onrnuna xoxepeHTtHa tomorpadus: AS-OST (me,x) Ha pOroBUIAa- 1) aHANIW3EH MPOTOKON “Anterior
Segment Cube Scan®, e) ,,HD Cornea Analysis”, x)“Anterior Chamber Analysis”; OCT Ha Makyna u
3pUTENICH NUCK ¢ aHamm3HW mportokonw : “Makula cube 512x128”- apredaktu pesynarar oT JeKus
HHUCTarbM, MaKyia 0e3 3amazeH HopMaieH ¢oseonapeH perned, ONH and RNFL OU Analysis:Optic disk
cube 200/200- 6e3 maHHM 3a 3HaUNTENTHO M3THhHABaHe HAa RNFL no kxBagpanTy;
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1D: ook ok ok Exam Date: 5/12/2019 5/12/2019 OCT Cirrus 5000

DOB: ldloialoiaio Exam Time: 1:01 PM 1:05 PM

Gender: Female Serial Number: ~ 5000-18924  5000-18924

Technician: , Study Signal Strength: ~ 7/10 8/10

Macula Thickness OU: Macular Cube 512x128 OD ® | ® OS

OD ILM-RPE Thickness Map

Fovea: 321, 69

OD OCT Fundus

OD ILM-RPE Thickness

.

100

0 urr.

A\

OS ILM-RPE Thickness

OS ILM-RPE Thickness Map

-~

\
ot

P

Fovea: 322, 68

OS OCT Fundus

OD Horizontal B-Scan

| | Diversified: ST
A SR Distribution
A of Momals
,/ @322 ]
" 293 /39\ 310 i ‘
D gz || |
P
3 EA
/\\ 38 - !
ILM - RPE oD 0s
Thickness Central Subfield (um) 349 | 295
Volume Cube (mm?) 1" 10.7
Thickness Avg Cube (pm) 305 | 298

BScan: 69

OS Horizontal B-Scan

BScan: 68
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K*hkkhkk kkkkkkk

Name:

ID: *kkkkk
DOB:
Gender: Female

Technician: , Study

Kkkkkkkk

oD os
Exam Date: 5/12/2019 5/12/2019 OCT Cirrus 5000
Exam Time: 1:03 PM 1:04 PM
Serial Number: 5000-18924 5000-18924
Signal Strength: ~ 7/10 8/10

ONH and RNFL
200x200

OU Analysis:Optic Disc Cube OD@® (@ OS

RNFL Thickness Ma
I %

350

175

0 pm|

RNFL Deviation Map

Disc Center(0.36,0.22)mm
Extracted Horizontal Tomogram

,/!\\ oD 0s - RNFL Thicfrless Map
NFLThickness| 102 pym 103 pm
NFL Symmetry 87% .
Rim Area| 2.22 mm? 1.07 mm* 75 .
Disc Areal 2.27 mm* 1.12 mm*
rage C/D Ratio 0.15 0.22
tical C/D Ratio 0.1 0.14 lel
Cup Volume| 0.001 mm* | 0.011 mm?

RNFL Deviation Map

Neuro-retinal Rim Thickness

— 0D === 05

_/

-
== —
-
LT

Teamam

SUP MAS IMF TEMP

Disc Center(-0.06,0.17)mm
Extracted Horizontal
Tomogram

RNFL Thickness

— 0D === 05

=UP MAS IMF TEMP "
Extracted Vertical Tomogram
Diversified:
Dlstrlbutlon of Marrials
°/c. 5% 1%
RNFL
121 Quadrants
17 124 RNFL Circular Tomogram
172 TE g7 110 153
a0 105
RNFL 90 G0
Clock
a3
75 17 178
Hours
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Ourypa 20. Mex Ha 59T ¢ aHUpUANA W acOUMUpPaHa C AHWPHUIMATA KeparomaTtus cTaaud 4, Texka JTuMmOarHa
HEJOCTaThYHOCT U ITIAyKOMa.

Ot wmamgHM nperien: VOD=HM, VOS= 0,02 TOD= 19,2 mmHg, TOS=20,8 mmHg.
[NOC:xnenaun-3ana3eHa MO3UIHMS U OIBIKHOCT, KOHIOHKTHBA- HOpMa, POTOBHIIA — HAMAJICHA PO3PAavYHOCT, K-
OucTpa, OCTaHAJIMTE CTPYKTYPH HE CE OIVIEXK/IAT, OT b-CKaH- pETHHA JICKH;

AnapaTHH M3CIIeJBaHU [0 U3TOTBEHUS OT HAC IIPOTOKOII:

- LSCM cuumku (8,9,10) nokassamu cybenutenna ¢pudpo3a, abHOpMalHa NpegHa CTpOMa € eJUHUYHH
Keparouutd W ensa BumuM enHporern; 11) LSCM cHumka Ha jauM0a -Haauyue Ha aOHOPMaJHU
KOHIOHKTHBAJIHU CB/IOBE U JIMIICA Ha MAJMcaguTe Ha Vogt;

- Onruuna koxepeHtHa ToMorpadus: AS-OST (1,3,4,5,6,7) HamaeHa TIPO3pavHOCT, ,HAIMYHE Ha TAHYC;
OCT nHa MaKkysa u 3pUTEJICH TUCK C aHaJIM3HH MpoTokond : “Makula cube 512x128”n ONH and RNFL
OU Analysis :Optic disk cube 200/200 — He Moxe 1a ObIaT U3CICABAHH, TOPAAN HETIPO3PAYHH CPEIH;

Comea Section 2], 10/7/2019, OD Comea Section [87], 10/7/2019,

#1/1 Opm Heewserclll §1/1. 226 pm
o et Tt

Comea Section [169], 10/7/2019, OD - Se 2], 10/7/2019, OD

#1/1. 565pm neoeweercill #1/1. 0pm HEDeLBErGS
ENGINEENNG: EnEInEENDES
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3.3.4.1. AIropuThbM 3a KJIMHUYHA OLICHKA HA PSUIKO 3200J1IBaHe HA 32J¢H 0Y€eH CerMeHT:
W3roTBeHUAT OT HAC aNTOPUTHM, CIIE/IBa HACOKUTE HA AMEpHKaHCKaTa O(TaIMOJIOTHYHA

aKaJIcCMHs 34 KIIMHWYHA OLCHKA Ha IMallUCHTU C HACJICACTBCHU JACTCHCpAll Ha pETUHATA.

Knunnyna oneHka: pPAAKO 3a00JIIBaHEe HA 3aJC€H O4YCH CCTMCHT

OneHka [TspBO IMocnenBamio
MOCEIICHUE nocelienue (Ha
BCeKH 1-2
TOJIMHH)

AHaMHe3a 3a :

» OuHM (BKIIOYHTEITHO TEKYIIN OTUTAKBAHMSA);

» llpuapyxasamy 3a00s1BaHus (BKIIOUYUTEITHO
HaCTOAIIa YIIOTpeba Ha JeKapcTBa,
I[eJIeHacOYeHa aHaMHe3a 3a yrnoTpeda Ha
PETHHOTOKCUYHHU JIEKapCTBa);

> @damuiaHa aHaMHe3a;

Etumoutorus :
Knunnuen (ouen) nperien:

» Haii-no0pa kopurupaHa 3puTeiIHa OCTPOTA;

» Tecr 3a uBeTHO 3peHue (110 U300p);

» BHOMUKpOCKONHS Ha MPEJICH OYCH CETMEHT U
(byHI0OMOMUKPOCKOTIHS
(crepeoodranmockonus ¢ +90 D nema);

» BbTpeodHo HajsraHe,

AnapaTHU U3CTIEABAHUS:

» ®OoTOmOKyMEHTAIVs: IBETHH CHUMKH Ha
¢byHayca, aBrodryopecreHnus Ha GyHnmayca (c
KbCa IbJDKMHA Ha BBJIHATA C HAMAJICHO
OCBETJIEHUE, KOTaTO € Bb3MOXKHO);

» OnTuvHa KOXepeHTHA ToMorpadus Ha 3aieH
CErMEHT C aHTuorpadus;

» W3cnenBaHe Ha 3pUTEITHO TOJIE;

» Enexpoperunorpadusi;

T'eneTnyno wm3ciaenBade:.

» TlaHenHO TecTBaHE W/WIH

» CekBeHHpaHEe Ha €K30Ma H/HIH

» CexkBeHUpaHE HAa TCHOMA;

[TomrpBaHe Ha CHIEIMATTHO CH3/1a/ICHA aHKETHA KapTa
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Ourypa 21. Kimmandes cioydaii 3: Mk Ha 37T. ¢ KTUHAYHA quarHo3a [IurMeHTeH peTHHAT .
Ot xauanynus nperien : VOD= PPLC, VOS=PPLC TOD= 16,2 mmHg, TOS=16,8 mmHg.

TIOC: knenayu-3anazeHa no3ugusa M MNOABUIKHOCT, KOHIOHKTUBA- HOpMaA, pOroBuvila — IMpo3pavyHa, IK- 6I/ICTpa,
HpUC- 3al1a3€H pene(b, 3CHHMIA- HEHTpaJIHa,KPpbIJIa, JICIIAa- ITpO3pavHa.
Al'IapaTHI/I H3CJIC€ABaHUs 1O U3TOTBEHHUA OT HAC IPOTOKOJI:

dorpadus Ha pyHIYC;

OntrynHa KoxepeHTHa Tomorpadust: “Makula cube 512x128” u Makula HD21 — arpodus; ONH and RNFL
OU Analysis :Optic disk cube 200/200 — He Moxe 1a ObIaT N3CICABAHN TIOPATH HUCKO 3PEHUE;
W3cnenBaHe Ha 3DUTEITHOTO TI0JIE HE € OCBIIECTBEHO MODAIN HUCKA 3DUTEIHA OCTDOTA.

Thicknesse
Map

OCT
Fundus

I1S/OS-
Ellipsoid

Choroid

Slice: 64
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Fundus

Mid-Retina

I1S/OS-
Ellipsoid

Slice: 62




Name. *kdk whdd

ID: kR Exam Date: 1/29/2020 OCT Cirrus 5000

DOB: okl Exam Time: 12:03 PM

Gender: Male Serial Number: ~ 5000-18924

Technician: , Cirrus Signal Strength:  10/10

High Definition Images: HD 21 Line oD @ | O 0S
Scan Angle: 0° Spacing: 0.3 mm Length: 9 mm
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Name. *kdk whdd

1D: Ridaolon Exam Date: 1/29/2020 OCT Cirrus 5000

DOB: ok koK Exam Time: 12:05 PM

Gender: Male Serial Number: ~ 5000-18924

Technician: , Cirrus Signal Strength:  10/10

High Definition Images: HD 21 Line oD O |@® 0OS

Scan Angle: 0° Spacing: 0.3 mm Length: 9 mm
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Ourypa 22. Knuanden cimydait 4: Mpx Ha 26 roauan, nocteini B CBOBAJI-Bapra mo moBox Ha TaBobonme 1
cBetoBbpTexK . anuu ot kinuyeH nperien: VOD= 1.0 ¢ +1.00 dsph, VOS= 1.0 ¢ +0.50 dsph, TIOC — Hopma.A)
EnextpoperuHorpadus-ciiabo HaMaleHa ajanTaliys, moBede npu (GoTonmuuHa ctuMmynanus, b) u B)- nperHa
dynnycosa cuumka, E), X), 3) u 1) - hayopecuennosa auruorpadus; ) OCT-A — Ha micHO 1 15180 0Ko, K)
nporokon Macula HD 21 Liene- ,,nabpbukan“ PRE; JI) Hopmanna nebenuna na makyinata, ONH u RNFL 3a

JSCHO U JIABO OKO — HOpMaA,

Gender

uze
crus

Sena Numpsr 50-18924
w00

Angiography Analysis : Angiography 6x6 mm

— 00018924
LCrmus ano

o0 @O os Analysis - 6x6 mm o0 O @os

Siice. 176

AngioPlex . ORCC

Top OPL Botiom RPEF#+38)

Suuctre - ORCC

Structure - ORCC

Structura - None
Angpier - None

Tracked during san Stice: 175 Top: OPL Bottom. RPEFR+30 Tracked during scon
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High Definition Images: HD 21 Line High Definition Images: HD 21 Line

Scan Angle: Spacing: 03 mm Length: S mm Scan Angle:

Spacing: 03 mm

Macula Thickness OU: Macular Cube 512x128 oD @ [ @® OS ONH and RNFL OU Analysis:Optic Disc Cube 200x200 OD @ ] ® 0s
OS5 LM RPE Thoness Map RNFL ness Map A o0 | os RNFL Thickness Mep
Wpm | 00w 4.4
nda o
1.2 o' 117 mm*
30 168me' | 183 me?
08 o
200 038 041
" 00 ma* | OOM '
L “‘I RNFL Devation Map RNFL Deviston Map
0 Neuro tetinal Rim Thickness
VA 00 -+ 0S5
fi 0
LM RPE Thickness 1
[Tverided | "1
= e

m

(3004 I 2 (w304, 20 | !

. | | RNFL Thickness "l"”-".’.O'.n—
= o o ! €xtrded ol Tomogyam
" VA 00 == 05
= » |
S el > | | |
RM - RPE 00 | os | !
Thickness Central Subtieic o | 245 | 230
ohume C

€ ¢racted Vertcal Tom oo am

02 i@ N n
T
.
s - e
e e e (N 1)«
' RNFL f
OQuadiants
14 145
1'% 3 13190 45
“ 85 " S\ o4
4 6 RNFL « «“
Chock
“ < Hows ] 7
151 (gp 19 "8 o 126
SWer 10079 Joctor's Signature CIRRUS 5000
SWVar: 11.0.0 29946 Doctor's Signatu

Ver: 11 00 29546
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OrpaHuveHnsi HA IPOYYBAHETO

OcHoBHHTE MPOOIEMH MPU MTPOYIBAHUS 32 PEIKH 3a00ISIBAHUS KAKTO U MPH TOBA MPOCIIEKTHBHO
mpocicasaBaHC Ha MaUCHTHU C PCAKH OYHU 3360JI$IBaHI/ISI € OrpaHM4YCHUA PasMCp Ha U3BaJKaTa C
HellHaTa XCTCPOICHHOCT B IOITyJIAllUATA KAKTO U JIMIICATa HA KAYCCTBCHU U KOJIMUCCTBCHHU JaHHU
3a CpaBHEHHE.

Jlpyro orpaHWYeHHEe Ha MPOYYBAHETO, € Ye JAHHHUTE ca OT CPABHHUTEIHO KPAThK MEpUOJ - OT 4
roguHd. JlumutHpam ¢GakTop € MalKHAT Opoil MPOCIENCHH TMAIMEeHTH (MOpajd MaJIKHsS Opoi
MAIMEHTH € HEBb3MOXKHO JIa C€ HallPaBU TOYCH CTATHCTUYCCKH aHAIIU3), JIUTICATa HA TCHETUYHO
MOTBBPJICHA JIMarHO3a KaKTO W HEIMIOKPHBAHETO HA PAa3XOJIUTE 3a AMATHOCTHKA, IPOCIIEASIBAHE
JIe4YeHHEe OT 3/IpaBHATA Kaca (JIbp>kaBaTa).
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PesyiaraTu 1 00CHKIAHE

1. Ilpernen na EBponelickuTe mpaBmia U PECUCTPAIMOHHN PEKUMU 34 PEAKH 3a00/IIBaHNUA U

peaku ouHM oosectu. [lpernen na HanmoHaTHUS pETUCTHD 34 PEAKU 3a00JIIBaHUs.

Peructpute ca mpuoputeT Ha €BPOIEHCKO HUBO B 00JIaCTTa Ha pelKuTe OO0JIECTH U Ce
U3IBJIHSBAT CIICIM(DUYHYU ICHCTBHS B TIOAKPENa Ha U3rPAKIAAHETO U MOAIbPIKAHETO M. (24)
B obnactra Ha penkute 3abonsBaHus 100pe MOJAbPKAHUTE U MPABUIHO CUCTEMATH3UPAHU
PETUCTPH Ca M3KIIOYUTETHO IeHHU. MiMa MHOTO mpuMepH 3a YCHEIIHU MEIUIIUHCKH PETUCTPH,
KOUTO HE CaMO ca JONPHHECIH KaKTO 3a EMHJIEMHOJIOTMYHHTE, Taka W 32 KIMHUYHUTE
U3cleBaHMs, HO ChLIO TaKa ca MoA00pUIIN IPEJOCTaBIHETO HA 3/IpaBHU YCIIYTH.
Wranus e mppBara cTpaHa Ha €BPONEHCKO HUBO, KOSATO BBBEXK/1a Oa3upaH Ha HACEJICHUETO 3paBeH
peructbp, nmocsereH Ha PB.(113) MTamuaHCKUAT HAIMOHAICH PETUCTBD 33 PEIKH 3a00JIABaAHHS
(Italian National Rare Diseases Registry - NRDR), cs31anen ¢ MUHUCTEPCKH YKa3 ot 18 maii 2001
r., Ne 279, ce ynpasnsBa ot Harmonanuus neHTsp 3a penku 6onectu (Centro Nazionale Malattie
Rare—CNMR) na Hanmonannus MHCTUTYT 1o 3apaBeonasBane (Istituto Superiore di Sanita—
ISS). PeructppbT € HaydeH W WHCTHTYIHOHAJICH HHCTPYMEHT CBhC 3HAYMTENICH MOTEHIIHAJ,
CMOCOOCH Jla TPEAOCTaBU MoJie3Ha HMHGOpMAIMs 3a 3/ApaBHO IUIAHHpAHE, EMUIAEMHOJIOTHYHO
HabroIeHre, ToJ00psSBaHe HA YIPABICHUETO HA PEAKU 0OJECTH, KAKTO HA HAI[MOHAIIHO, TaKa U
Ha peruoHaaHo HuBo.(113)
WTanuaHCcKUAT HalMOHAJEH perucTsp 3a peaxu 3abomsBanus (NRDR) ce ocHoBaBa Ha mpexa
(Haumnonannara mMpexxa 3a peiku 0OJIeCTH), ChCTaBE€HAa OT aKpeAUTHPAHHU KJIMHUYHU LIEHTPOBE (C
IIPU3HAT ONMUT B obnactta Ha P3) M permoHalHu perucTpu, KOUTO u3npamar aasHu 10 NRDR.
[{s1aTa cucTeMa Ha HAIIMOHATHO HUBO € 3aBbpiieHa 10 roauHu mo-kbcHO — npe3 20111.(113,114)
BeHeTo e mbpBUAT UTATMAHCKU PETHOH, KOMTO ch3/1aBa peructhbp 3a P3. Toil e usrpaaex kato yeo-
0asupaHa cucTeMa, 10 KOSITO UMaT AOCTBI pa3indHu norpedurenu. CiayyauTe ce 3amucBaT OT JBa
pa3NIMYHA U3TOYHHKA: KIMHUIUCTH, pabOTeNH B €KCIIEPTHU LIEHTPOBE, OQUIIMATHO ONpPEICIeHN
Ja TUArHOCTUIMpAT U OOCITY’KBaT TMAlMEHTH C PEIKW 3a00JISIBaHUsS, W 3[PAaBHU CICIUAINCTH,
paboTemy B MECTHUTE 3/IpaBHU pailoHU. AHAJIU3BT HA JaHHUTE OT perucrbpa 3a nepuoaa 2002-
2012r., BxmroyBain 19 547 namnuenta ( ceBepoustouna Wranus ¢ nacenenne 4 900 000) mokasBa,
4ye Hal-4yecTo PErucTpUpaHUTe AUArHO3M ca OT CJEIHUTE HO30JOTHYHU TPYMH: BPOACHU
Mandopmaruu (5,45/10 000), xemaronoruunu 3adomnsBanus (4,83/10 000), ounu 3a0onsiBaHUS
(4,47/10 000), 3abonsaBanus Ha HepBHata cuctema (3,51/10 000) u MeTaOOMUTHU HApyIICHUS
(2,95/10 000).(115)
[Ipe3 2017 r. mppBOHAYATHUAT CIUCHK HA P3, maBamy mpaBo Ha HaITBIHO O€3TUTATHA MEAUITMHCKA
MOMOIII € aKTyanu3upad. B HoBus crmchk 3a P3 He € n3uepnarenen — BKiItouBa 366 3a00sBaHms
B ToBa ymciio 314 3a0onsBaHUsS C WHIUBUIAYAJICH KOO M 52 Tpymu W moarpymu Ot P3.
3abonsgBanusATa ca pasnpeneneHu B 16 rpynu: (1) mHpeknuo3Hu u napasuTHu OonectH, (2)
Heorasmu, (3) 3a0onsBaHMS HAa EHIOKPUHHUTE >kle3u, (4) merabomutHu 3abonsBanus, (5)
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MMYHOJIOTHYHH 3a0ossBanus, ( 6) 3a0onsBaHHUs Ha KPbBTa U KPBBOTBOPHHUTE oOpranu, (7)
3a0oJisIBaHMsI HA HEpBHATA cucTeMa, (8) ounu 3a0omnsBanus, (9) 3a0o0sBaHUsS Ha KPHBOHOCHATA
cucrema, (10) 3abonsBanus Ha AuxaTeHarta cuctema, (11) 3abonsiBaHuS HA XpaHOCMHJIATEIIHATA
cucrema, (12) 3abonsBaHus HAa MUKOYHO-TIoNoBata cucrema, (13) xoxxHu 3abomnsBanus, (14)
3a00JIsIBaHHS HA KOCTUTE M MycKynuTe, (15) Bpoaenn mandopmariu, XpoMO3OMHH M T€HETHYHH
cunapomu u (16) nepunaranuu cberossaus. (115)

C wmen jga ce OCUTypH HENPEKbCHATO aKTyaJlH3WpaHE Ha CHHCHKA C PelKH 3a00isiBaHUS C
MUHHCTEPCKH yKa3 oT 5 maii 2020r. e cw3ganena ( Commissione nazionale per 1’aggiornamento
dei LEA e la promozione dell’appropriatezza nel Servizio sanitario nazionale) Harmumonanna
KOMHCHSA 32 aKTyaJIu3MpaHe Ha peAKUTe 3a00JsBaHMs M HAChpUYaBaHE Ha I1€JIeChOOPAa3HOCTTA B
Hanmonannara 31paBHa ciry>x6a. Komucusita ce Ha3HauaBa M MpeJiceiaTesICTBa OT MUHHUCThpa Ha
3[[paBeona3BaHeTo0. B Hes B3UMAT ydacTHe NpPEJCTABETENId Ha PETMOHATHUTE HHCTUTYTH IO
3[paBeonasBaHe, BHCHIMAT WHCTUTYT 10 37paBeomna3BaHe, MTanmaHckara areHmus 110
nekapcTBara, MUHHCTEPCTBO Ha 3/paBeorna3BaHETO, MUHUCTEPCTBO Ha HWKOHOMHKATa H
¢unancute u Hanumonanmnata areHuMs 3a perMoOHANHO 3JpaBeomnas3BaHe. Ha 28mu  ronum
2020r. 3anoyBa JIeHOCT, KaTO OCHOBHATA i 3aj1aua € ch3AaBaHe Ha HanmonanHa 3a1paBHa ciykoa,
KOSITO J1a € BUHArW B KPaK C TEXHOJOTUYHHUTE U HAYYHH MHOBALIMU U C HYKJIUTE HA TPaXJIaHUTE.
Opanius € Apyra eBpolelcka Ibp)KaBa C HM3rpajeHa HalMOHAIHA CUCTeMa, chOupama u
o0OpaboTBala JaHHUTE OT eKCIIEPTHU IIeHTpoBe - Banque Nationale de Données Maladies Rares
(BNDMR). ®peHckuTe MAMEHTH BIM3aT B PETUCThPa Ype3 IEHThPa, B KOWTO MOIyYaBaT IPHIKH.
BNDMR wusnon3sa HomeHkiarypara Ha Orphanetsa penkure 3a0onsiBaHuSs, CBITIACHO
npenopekuTe Ha EBpomeiickata komucust (116) lanuute ce cpOupar ¢ yed NPUIOKEHHUETO
BaMaRa wnu upes npyru ceBmectumu daitnose.(117) Kem 17 rorn 2021 r. BaMaRa e pasrepHara
B 2125 ekcriepTHU LEHTHPa 3a peaku 6osectH oT 2223 (95%) B 81 paznuyuHu 3JpaBHU HHCTUTYLINH.
Ts uma 3a 1en Aa cbCTaBM XOMOT'€HHA KOJIEKIMA OT JaHHU Ha 0a3zaTa Ha MUHMMAJIHUSA HaOOp OT
HAI[MOHATTHU JaHHU 3a peaku Oonectu (SDM-MR), 3a ga JOKyMeHTHpa TpHXKHTE H
3[IPaBOCIIOBHOTO CHCTOSIHME Ha TMAIMEHTH C PEOKH 3a00JsIBaHUs BBB (PPEHCKUTE EKCHEPTHH
LIEHTPOBE U Ja OLEeHu Ho-7o0pe edexrta oT HanuoHanmHuTe nporpamu. SDM-MR e npuer Ha
HaluoHaaHo HUBO BbB dpanius npe3 2013 r. u Beska roAnHa MoAIexkH Ha npomsiHa. CheTol ce
or 60 enemeHTa CTpyKTypupaHu B 13 rpynu: MHQOpMHpaHO chbIlacue, HAEHTU(UKALUS Ha
nanueHTa (0OJHUYHA, aHOHUMHA), aIMUHUCTPAaTHBHA HHGOpMaIus, pamMiiiHa aHAMHE3a, BUTAICH
cTaryc, HabmoieHue (1aHHU 3a JIe4eOHOTO 3BeHO/00THHIIA/IIEHTHP/), HaOmo1eHue (MeIUIIMHCKA
KOHCYJITallUsl, TeHEeTHYHA KOHCYJTallus, IIOCEUIeHHE 10 TMpoydBaHe, [p.), HUCTOpUs Ha
3a00JIsIBAaHETO, JAMArHo3a, MOTBBP)KIACHNUE HA JMarHos3ara, JieueHue, MpeHaTalHu U HeOHATaJTHH
JaHHU (aKO € MPUIIOKUMO), TPpOoy4BaHe (MU ydacTue, ako ¢ npmioxumo).(118) Cebp3BaneTo Ha
nanaute oT BNDMR ¢ manHuTe OT HanuoHamHaTta cuctema 3a 3npaBHu jgaHHu (SNDS) naBa
BB3MOKHOCT JIa Ce TeHEPHPAT MEINKO-UKOHOMHYECKH aHaJIM3H: OI[CHKA U ONMCaHHe Ha TEXKECTTa
Ha PSAIKOTO 3a00JIsIBaHe, OIICHKA Ha Pa3XOJUTE 32 PEIKH 3a00JSIBAHUS, ONMCAHUS Ha ITHTHINA 32
rpuka 3a nanuenture u ap.(119)

Ha To3u eTan HallMOHAIHU WM MEXYHAPOIHU PETUCTPHU, KOUTO Ca Ch3/1aJIeHU U MOJIbP)KaH! OT
U3CJIEI0BATeNM, acOLMAIMM Ha TMAalMeHTH, OOLIECTBEHM HHCTUTYLMH WM (apMaleBTUYHH
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KOMIIAaHUM, Ca HaJMYHU CamMoO 3a HAKoM OT 3aboisBaHusTa. llopaau numcara Ha HaACKIHU
eMHJIEMHOJIOTMYHH JIaHHHU 32 MHOTO P3 € HEeBB3MOXKHO J1a c€ OIIEHW MCTHUHCKATa TEXECT Ha Te3U
CBCTOSIHUSA Ha CBETOBHO HHMBO.(120)

Cnopen nokian Ha Orphanet 3a perucrpurte Ha peakute OosiecT KbM aekemBpu 2021 uma
812 peructpu, karo 97 paboTiT Ha eBpOmeiicko HUBO, 76 ca rmobannu, 561 HanuoHamHu U 78
perunonanuu.(121) ®pannus wma obmo 132 perucrbpa 3a peaku 3aboisBaHus (5 OT KOMTO ca
peructpu 3a opranmonoruynu 3adonsaBanus), ['epmanus uma obmio 116 peructspa (2 oT KOUTO ca
peructpu 3a oTaIMOIOTHYHHU 3200 ISIBaHUS U 5 OT KOUTO Ca PETUCTPU 32 CUCTEMHH 3a00IsIBAaHUS
c ouHO 3acsaraHe), Mcmanus mma oOmio 46 peructbpa 3a peaku Oosectd (2 OT KOMTO ca
0(hTaIMOIIOTUYHM PETUCTPH 3a PeAKHU 001ecTH), a PyMbHHS B MOMEHTa MMa CaMo JIBa HALIMOHATTHH
perucTepa 3a peiku 0oJecTH, HUTO €IUH, OT KOUTO HE € MOCBeTeH Ha O4HM 3abomnsBaHus. [1o-
rojisiMa 9acT OT PETHCTPUTE ca Ch3AaICHU B aKaJIEMUYHNA HHCTUTYIIHH, MAJIBK OpOH ce yIpaBJsiBaT
OT MAIUEHTCKU OpPTaHu3anud, (hapMaIleBTHYHN WA OMOTEXHOJIOTHYHN KOMIIAHHH.

3a 1a ce MOCTUTHE HEOOXOAMMOTO IMOBUIIIABAHE HAa OlEepaTHBHATa CHBMECTHMOCT Ha
KOJICKIIUUTE OT JaHHU B peructpure, [natdpopmara na EC 3a P3 pa3pabotu u 3anouHa uHTErparus
Ha IbPBUS MPAKTUYECKH HHCTPYMEHT - ,,HaOop OoT 001K eneMeHTH OT JaHHH 3a perucTpanus Ha
penxu 6onectu®. CronBaiiku Ha Ppenckus SDM-MR, 6a3ucHute naHHu ca rpynupaHy B 8 rpynu
win 16 exemMenTa, BKIIOYBAHKY JTMYHU JAaHHU HA MAlMEHTA, TMarHo3a, UCTOPHs Ha 3a00JIIBaHETO,
JICUCHKE, ydacTHe/s B TMpoyuBaHe/us, ycnokuHeHus.(122) Beska emna ot 24-Te €BpOIEHCKH
pedepeHTHN MPEeXH MMa 3a TIeJT JIa Pa3BUe U MOIbPkKa CBOW OOIIOEBPOIICHCKHA PETHCTHD, KOUTO
Jia € ChBMECTHM C PETHCTPUTE BHB BCSKA €/IHA OT OCTAHAIMTE MPExH.(Tadbmuia 8)

Cnopen noknana Ha Orphanet kbM aexemBpu 2021r. B bbarapus nma 11 perucrospa, HO
HUTO €IUH OT TSIX HE € 3a PAIAKO OYHO 3a0omsiBaHe.(Tabnuia 9)
MecTHHTE eMUAeMHOJIOTHYHY JaHHU 3a PEIKH 3a00/sIBaHNS B HAIllaTa CTpaHa Ha MPaKTHKa
muncBaT. Cb3AaIeHUTE PETUCTPH 32 MHOTO MATbK OpOi peIKU ChCTOSHUS Ha OOJTHUYHO HUBO
W/WJHM KbM €KCTIEpTHUTE LIEHTPOBE U MAIIHEHTCKUTE aCOLMAIIUU 32 PEJIKH OOJIECTH ca
HE/IOCTaThUHU 32 TeHEPUPAHETO Ha HeoOXxonumara 3apaBHa nadopmanus. ETo 3armo, 3a na ce
OTIpeJIeNIN TaJi €JHO 3a00JIsIBaHe € PSIKO WK He B bhirapus ce u3non3pa 6a3ara JaHHU Ha
Orphanet. Ts e npennouynTad HHCTPYMEHT 3a B3€MaHE Ha PELICHUS Mpe Ipyrd Hay4HH 0a3u
JIAHHU, THH KaToO € U3PUYHO CIIOMEHATa B IMPEKTHBATA 32 TPAHCTPAHUYHOTO 3/IpaBeona3BaHe Ha
EC.(123)
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Tabnumna 8. HaGop oT 001y eneMeHTH OT JaHHH 3a PETUCTPAIUs Ha eIk 00JIecTH, CIIope
EBporeiickaTa muatdopma 3a perucTparius Ha penKkuTe 3200 IIBaHIs
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Cp3naBaHeTo Ha €IMHEH HAIMOHAJICH PErUCThP Ha peakute 6onect B bbarapus e 3aoxeHo
KaTo mpuopuTeTHa 1en Ha Hanmonamnarta nporpama 3a peaku 6omnectu (2009 — 2013), Ho
MPAKTUYECKOTO MY pealnu3upaHe € MHOTOKPAaTHO OTJaraHo BbB BpeMeTo. B kpast Ha nmporpamara
ca Ch3/1aJICHH eKCIIEPTHU IICHTPOBE 10 peaku Oosectu (124), koitto mo ganHu HAa HanwoHanHus
EeHTHp 3a obmiecTBeHo 3apase u aHamm3u (HIIO3A) kpm 01 maii 2022r. HabposiBar 20.

Tabnuua 9. Peructpu Ha peakute 6onectu B bparapus, copex nokiana va Orphanet ot nekemspu 20211

ENGLISH LABEL OF THE REGISTRY/COHORT COVERAGE AFFILIATION
Bulgarian cystic fibrosis patient registry — contributes to the National Public
EUROCARE CF registry
Bulgarian registry of patients with hereditary angioedema National Public
Duchenne and Becker muscular dystrophy and spinal muscular National Private non profit
atrophy patient registriesin Bulgaria — part of the TREAT-NMD
network
National registry of patients with Wilson disease - BG National Private non profit
National registry of patients with Wilson disease - BG National Private non profit
National registry of patients with Wilson disease - BG National Private non profit
National registry of patients with Phenylketonuria - BG National Private non profit
National registry of patients with Primary immunodeficiencies National Private non profit
(PID) - BG
National registry of patients with Thalasemia major- BG National Private non profit
National registry of patients with Wilson disease - BG National Private non profit
The Bulgarian registry of monogenic disorders National Public

IIpe3 2015 r. 3amouBa na ¢yHkuMoHMpa HarnmoHaneH perucTbp Ha MALMEHTUTE C PEJKUTE
3a00JsiBaHMs. B W3MbJIHEHHe pasnopendoure Ha Hapenba Ne 16 ot 30.07.2014 r. ma M3.
Wudopmanus 3a JaHHUTE B HETO ce mpeaocTaBs oT HalmoHanHus eHThbp MO 0OIECTBEHO 3/1paBe
U aHaJIM34 Bb3 OCHOBA Ha 3aKOHA 3a JJOCTBHII /10 00IIecTBeHa HHpOopMaIus, BbTPEIIHM [IpaBuiIa 3a
OCUTYpsIBaHE Ha JOCTBI /10 OOlIecTBeHa MH(OpMalLMs U MOAaBaHE Ha 3asiBICHUE 3a JIOCTHII J0
TO3W BUJ JaHHU. B 3asBieHHeTro ce NOMbIBAaT TPUTE HMMEHA, HaUMEHOBaHUE U aJpec Ha
CEeIaJIMILETO Ha 3asBUTENS, OMKCBA C€ MCKaHaTa MH(OpMalKs, KaKTO U IpeanoyuTaHara Gopma
Ha JIOCTHII 10 Hedl.

ITo ropecnomenarata Hapen6a (Hapenda Ne 16 ot 30.07.2014 r. Ha M3), ekcriepTHUTE LIEHTPOBE
noJiaBaT M akTyalu3upaT MHPOpMaLusATa 3a MAIMEHTH C PsIKo 3aboisBaHe B HanmonamHus
peructsp 3a peaku 3adonasanus. [lo ¢pespyapu 2023r. B Hero ca Bnucanu esa 1570 manueHTH ¢
71 penku 3abomsBanus. OT TAx camo 116 mamuweHTa ca perucTpUpaHd Tpe3 MociaeaHuTe 4
roguau.(tabnuua 10) 3a cexajleHue Mopajau JUIcaTa Ha €KCIEePTeH LEHThp 3a PEAKH OYHU
3a00J1IBaHUSI HAMA PETUCTPUPAHU MMALIMEHTHU C PEAKU OYHH 3a00IsIBaHUS.

3a 1a Ob/1€ pa3KpUT EKCIEPTEH IIEHTH) 32 IaJICHO PSIAKO 3a00sIBaHE € HEOOXOIMMO ITHPBO CAMOTO
pszko 3abonsiBane 1a 6b/e BnucaHo B Cnuckka ¢ peaku 3a0omnsBanus Ha P.bearapus.
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BeHYKO perucTpHpani
Jlnarnosa MAIHEHTH 2023r. 2022 20211 2020T 2019
O6uo Kusn  Tlounnamu
TepeHeTHpaia XHIePHHCYTHHEMHHA

| XMNOrIHKEMHS HA KbPMAYCTO 16 16 0 0 0 0 2 2
2 bera Tanacemus Maiiop 136 136 0 0 0 0 0 0
3 Hed XHnoramarnod 13 13 0 0 0 1 1 0
4 JKena c kapuotnn 46,XY . 2 0 0 0 0 0 0
OGHKHOBEH NPOMEHIHE HMYHOIHIIT ¢
npeodiaaBaiin HAPYLICHHS B
5 umynoperynaropuute T-kaerkn 14 14 0 0 0 0 0 1
6 Ocrpa HHTEPMHTEHTHA (MepHOpobHa) nophupHs 24 22 2 0 0 0 0 0
7 Hwmyroneduum, HeyTouHEH 28 27 1 0 0 0 5 4
8 Bponen aednuur na paxrop VI - Xemodumma A 119 118 1 0 0 0 0 0
9 Ilepenuna GenoapobHa XHIEPTOHHA 19 17 2 0 0 0 0 0
10 Bponen aedummt Ha axrop IX - Xemodumns B 25 25 0 0 0 0 0 0
11 Cuuapom na Eisenmenger 10 10 0 0 0 0 0 0
12 TlporpecuBHa CHCTEMHA CKICPO3a 1 1 0 0 0 0 0 0
13 TMopdupus Bapuerara 22 22 0 0 2 0 0 0
14 Axpomeranus 0 XUnodH3zapeH rHraHTH3IbM 144 142 2 0 0 0 0 o
15 Hacnenersena kormponopdupus 1 1 0 0 0 0 0 0
16 Epurponoerussa nporonopupis 3 3 0 0 0 0 0 0
17 Bpopiena epurponoetHina nopdupHs 1 1 0 0 0 0 0 0
18 Tlopdupus kyrarea Tapia 88 88 0 0 2 0 0 0
19 Cunapom na Di George 12 12 0 0 0 2 1 1
Jpyrit 0OOHKHOBEHH TPOMEHITHBH
20 uMyHOISPHIHTHH CHCTORHHA 4 4 0 0 0 ] 0 0
AtakcHa-TeneanruekTasua [cnnapom Ha Louis-
21 Bar] 12 12 0 0 1 0 0 1
22 Cenexrusen aedmupt va nmynornoGyius A [IgA] 22 2 0 0 0 1 1 4
Tenbk KOMOHHHPaH HMYHOAE(HIIHT C HHCKO HITH
23 HopmanHo chbpkanne Ha B-knetkn 1 1 0 0 0 0 0 0
24 TlpexonHa XHIoramMarto0yTHHEMHA NPH JC1a 5 ] 0 0 1 0 0 0
25 Jpyr#t yrodHeHH HMYHOICDHIHTH 25 25 0 0 2 0 1 11
TexbK KOMOMHHPAH HMYHONE(HLHT ¢ HHCKO
26 chabpxanne Ha T- 1 B-knetkn 2 1 1 0 0 ] 0 0
Hmynonednumt ¢ npeodnanasai aedext Ha
27 aHTHTENa, HEYTOTHEH 5 5 0 0 0 0 0 0
28 Cunzpom na xunepumynornodynun E [IgE] J 7 0 0 0 1 2 0
‘OGHKHOBEH NPOMEHITHE HMYHOIC(IHIAT ©
npeod o B Opos 1 (yskusTa
29 na B-knerkute 4 4 0 0 1 0 0 1
DYHKUHOHAIHA HAPYLICHHSA Ha noxuMopdno-
30 sapenute Heyrpodin 7 7 0 0 0 1 0 0
JIHCKOPAAHTHO CELPIBAHE HA KAMEPHTE C
31 aprepuure 31 31 0 0 0 0 0 0
32 MemaykamepeH cenranen aedext 105 104 1 1] 0 0 0 ]
33 [peachpanokamepen cenraie aeekt 41 41 0 0 0 0 0 0
34 YaBoeH W3X0/ICH OTBOP Ha JACHATA KaMepa 12 12 0 0 0 0 0 0
35 OTBopeH AYKTYC apTepHO3yC 37 37 0 0 0 0 0 0
36 CHHIpPOM HA XHNOMIACTHYHOTO ISCHO ChpILE 9 9 0 0 0 0 0 0
37 Bpouena cTeHO3a HA AOPTHATA KIANA 22 22 0 0 0 0 0 0
38 YaBoeH kamepeH BXOeH OTBOP 20 20 0 0 0 0 0 0
39 Koapkraums Ha aoprara 25 25 0 0 0 0 0 0
40 Jedummr na anenosuuaesaminasa [ADA] 1 1 0 0 0 0 [} 0
41 Jpyrs koMOHHHPAHH HMYHOIE(DHUHTH 2 2 0 0 0 0 0 0
‘OBHKHOBEH NPOMEHITHE HMYHONEHHIAT,
42 HeyTOMHEH [} 6 0 0 0 0 0 2
HMynoneHIHT, cBBP3an ¢ APYTH YTOUHEHH
43 snaunrenin AehexTH 2 1 1 0 0 0 0 0
44 Manonarmana HediaMHIHA IHCTOHHSA 16 16 0 0 0 0 0 3
45 Wanonariisa opodalHaiHa UCTOHHA 1 1 0 0 0 0 0 0
46 Hacnencteena xunoramMarnoGyTHHeMus 4 4 0 0 0 1 0 1
47 Xopes na Huntington 6 6 0 0 1 0 0 ]
48 [ledbextn B cHCTEMATA HA KOMILIEMEHTA 10 10 0 0 0 0 0 0
Cenextnen AedHuMT Ha HMyHOrTOOYTHE M
49 [IgM] 2 2 0 0 0 0 0 ]
Jedmimt Ha rIaBHIA XHCTOKOMIATHOHICH
50 xommnexe knac I 1 1 0 0 0 0 0 0
51 Arpesus na GenoapobHara aprepus 6 6 0 0 0 0 0 0
Jlpyri BpoJeHI aHOMAINH HA Chp/ievHaTa
52 nperpana 1 1 0 0 0 0 0
53 XunonuTyHTapuzeM 178 177 1 0 0 1 13 15
54 bonecr na von Willebrand 9 9 0 0 0 0 0 0
Bponen AeduimT Ha ApYTH (axTopH Ha.
55 KPBBOCKCHPBAHETO 10 10 0 0 0 0 0 ]
56 OO aprepHaneH TPYHKYC 5 5 0 0 0 0 0 0
Toranuo 0 Ha p e
57 Benn 5 5 0 0 0 0 0 0
58 AopromynMoranen centanes acekr 3 3 0 0 0 0 0 o
59 Cungpom na Cushing ¢ xunodusapen npousxon 71 71 0 0 0 0 0 1
60 Cuuzgpom Ha Turner 31 31 0 0 0 1 2 2
CHHIPOMH Ha BPOIHH AHOMATIHH, CRBP3aHH
NPEHMHO ¢ HICEK PBCT - CHHIPoM Ha Prader-
Wil : D B S S SN S S_— Tabauna 10. W3Baaxa ot Hanuonanuus
62 Anemus na Fanconi 1 1 0 0 0 0 0 0
Cenexrupen geduimT Ha noaknacose Ha
Gl d . d d d d 4 4 PETHCTBD 3a PEAKH 3200 sIBAHUS HA
64 Bonecr na ®abpu 21 21 0 0 0 0 0 0
65 Bosecr na Wilson 35 53 2 0 0 0 0 0 P'B’Bﬂrapﬂﬂ’ OTpassBalia 6p0ﬂ
66 Xemoxpomaroza 2 2 0 0 0 0 0 0
HMyHnﬂeq:uuuT, CEEp3AH ChC 3HEUMTCIHH PETUCTPUPAHU TAITUCHTU U 3a60HﬂBaHI/Iﬂ oT
67 nediexTi, HEYTOUHEH 1 1 0 0 0 0 0 0 2 2
68 Cractiuna Kpusa wms 12 12 0 0 3 ] 4 0 Chb31aBaHCTO Ha CIIMCBHKA A0 O 3r, KaKTO U
69 Bredapocnazsm 7 T 0 0 1 1 1 1
HmyHOMS(GHINT C NOBHIIEH HMYHOIOOYTHH M BKJIIOYCHUTEC NMAITUCHTH C PEAKH
70 (IgM] 1 1 0 0 0 1 0 0
JIpyrin MMyHOIEHHITHH CHCTORNNS ¢ 3a00JIsIBaHUS Ipe3 MOCICAHUTE 4 T'OJUHH
71 npeobnagapai aedekT Ha aHTHTENA 1 1 0 0 1 0 0 0
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2. OneHka Ha NO3HAHUATA 33 peAKUTE 0oecTH cped 0D TAIMOIO3ZUTE.

BbB BX0/1a Ha IpOyYBaHETO ce 00paboThXa U aHanu3upaxa 74 BBIPOCHUKA, MOMBJIHEHU OT 51
CHEIMAIMCTH 0 04HU Oonectu (cpemHa Bb3pact 39,5 + 4,4 roquan) u 23 cnenuanu3anTa 1o
ouHu OonecTu (cpeanHa Bb3pact 26,6 = 2,1 rongunun), padoTeny 1 o0ydaBaliy ce Ha TEPUTOPUATA
Ha bwirapus (durypa 23 u durypa 24).

80
70
60
50
40
30
20

10

Cneynanuct No o4HK Bonectu CneunanusanT No o4HK Bonectu

®durypa 23. CxeMaTHYHO MPEACTABSIHE Ha W3BAAKATA OT CHEHUAIUCTU U CIICHUATN3AHTH 110 OYHH OOJECTH, MOBIHIIN
BBIIPOCHHUKA B HACTOSAIIOTO IPOYYBAHE

18,42% 18,42%

22 -30roauHU 31-40T0AUHN 41-50roaAnHA 51- 60 r0AvHU HAL 61 TOAVHN

®urypa 24. IIpoLEHTHO NpeCTaBsIHE Ha TOMBIHMINTE BBIIPOCHUKA CHOPE]] F'OIMHHTE.
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Hazn 80% ot yuacTHuIMTE pabOTAT B rpynoBa MpaKTHKa-O0JHUIIA U YHUBEPCUTETCKA OOJTHUIA, a
17,96% - B unauBuyanHa npakTtuka (gurypa 25).

60% 56.41%
50%
40%
30% 25.64%
20% 17.95%
10%

0%

MHaomBMAyanHa npaktuka  pynosa - 6oaHMUA YHuBepcuTeTCcKa

6onHMLa

Ourypa 25. Paznpesenenue Ha IOMBJIHIWINTE BEIPOCHUKA CIIOpE]] IPAKTHKATA, B KOSTO pabOTAT.

74,36% OT MONBJIHUINTE BHIIPOCHUKA HAMAT akaJieMu4Ha adunnanus, a 25,65% - umat TakaBa
(purypa 26).

80% 74.36%
70%
60%
50%
40%
30% 25.64%
20%
10%

0%

He [Oa, (acucTeHT, rnaseH
ACUCTEHT, LOLEHT,
npodecop)

®urypa 26. [IporieHTHO pasnpeeneHne cropes akaaeMUIHaTa adIIHAIMS. HA yYaCTHUIWTE TOITBJIHIIN H3TOTBEHHS B X0/1a Ha
MPOYYBAHETO BBITPOCHHK.
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bim3o monoBuHaTa oT ydacTHHIMTE - 52,63% ca ITOCOYMIHN ,Ue cpemiaT eXeMeCEeUHO MaIUeHT C
9 b

psiaKo ouHo 3a0onsiBane, 39,47% - 1-3 mbTH ronuiiHo u enBa 2,64% - He cpemiar TakuBa MarueHTH

B IIpakTuKara cu (purypa 27).

B eXeAHeBHO
B eXeceAMUYHO
W exemeceyHo

N 1-3 roguwHo

52,63%

W He cpewam

5,26% 2,64%

EXEAHEBHO EXECEAMWYHO EXEMECEYHO 1-3TOAUMWHO  HE CPEWLAM

Ourypa 27. I'paduuHo npencTaBsHe Ha OTTOBOPHUTE Ha BbIIpoca “ Koiko yecTo cpemare peaky 3a00sBaHus BbB
BalIara mpakTuka?*

Han mosioBuHATa OT YYaCTHUIIMTE Ca TTOCOYHIIN, Y€ HE JICKyBaT U pedepupaT MalueHTH C PEIKU
ouHu 3abonsBanus. 7,9% ca qo0aBUIM OTTOBOP ,,U Ja 1 He™, a 39,47% ca mocoyninm ve JIeKyBaT
penku ouHu 3abomnsBanus (purypa 28).

H He
H [la u He
®fa

Ourypa 28. [poueHTHO pasnpeneneHie Ha OTTOBOPUTE Ha BhIpoca ,,JIekyBare ju peiku 3abonsBanus?
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Ot nexyBamuTe peaku o4HH 3aboisBanus - 42,11% ca mocoumnu, ye JeKyBaT BCUUKH BUIOBE
penku 3a0onsBanus, 30,31% - 3abonsiBaHus Ha npeacH odeH cermedt, 10,53% ca orGens3zanu, ye
JIEKyBaT PEJKU OYHU 3a00JIIBAaHUS HA 33JIEH OUYEH CETMEHT, 15,79% - nuctpodun Ha peTrHATA, a
1,26% - npyro, mocouBaiiku 3a60sgBaHus 00XBAILIAIM U TIPEACH U 33JIeH OYE€H CETMEHT KaKTO U
KOMILJICKCHU ChCTOsIHUSA ((purypa 29).

W npeaeH cermexT

W 332€H CermenT

W 4ucTpoduM Ha peTHaTa
42,11%

BCUYKK BUAOBE

™ apyro
10,53% 2

15,79%%

Qurypa 29. CxeMaTH4HO TpECTaBsSHE HAa BUAA PEIKU 3a00ISIBaHNA, KOMTO MOIBIHUINTE BRIIPOCHUKA OYHH JIEKapH JIEKyBaT.

Otroopuinute Ha BbIpoca ,,Ako HE nexyBare peaxu 3a6ossBaHus KbM KOTo 'l pedepupate?* ca
MMOCOYHIIM, Y€ HAacOYBAT MAI[MEHTUTE KbM JIPYT KOJera, CIelHaIuCT 1o ouHu Oojectu - 63,33% ,
KbM CHEIHAJHCT M0 peaKu 3abomnsBanus — 26,67% , a 10% ca orpaaniam OTroBOp Jpyro M ca
JOITBTHHJIN JIEKAP ChC CHEIUAITHOCT MEIUITMHCKA IeHeTHKa, KaTenpa 1mo MeIuIMHCKa TeHeTHKA
kbM MVY-Bapna, Kareapa no meaumnuacka reaetika kbM MY - Codus. (purypa 30)

70.00%
60.00%
50.00%
40.00%
30.00%
20.00%

10.00%

CneumanmncT No o4HU Cneuwnanuct no Opyro
6onectn penku bonectn

0.00%

urypa 30. TIporeHTHO pasnpeeieHne Ha OTTOBOPHIINTE Ha BbIIpoca ,,Ako HE jexyBare peqku 3a60s1BaHUs KbM KOTO T
©urypa 30. IIp p. Axo HE nexy: 0
pedepupare?”
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Crnopen 55,26% 0T mONBIHIWINTE BBIPOCHUKA B bbarapus Hsima pedepeHTeH LHEeHTHp M0 PeIKu
ouHu 3abonsBanus, 3a 21,05% wuma TakbB pedepeHTeH LEHTBHP, a 23,68% He 3HAAT Janu
ChILIECTBYBa TaKkbB ((urypa 31).

0,
60% 55.26%

50%
40%

30%
23.68%
21.05%

20%
10%

0%
[a He He 3Ham

®durypa 31. Pasnpezenenue Ha OTTOBOPHUTE Ha BBIIpoca ,,liMa i B briirapus pedepeHTeH EHTHD 32 pEIKU OYHHU 3a00sIBaHUs ?*

B cpu1oTo Bpeme Ha OTBOPEHUSAT BBIPOC ,,KbM Kol pepepeHTeH LHIEHTHp ce 00pbIlaTe ako uMare
HY’KJ1a OT MpoQeCHUOHATHA KOHCYNTaIUA , OTTOBOPHIIUTE Ca TOCOYHIIH ,4€ pedeprpaT NarueHTUTe
cbM CBOBAJI-Bapna, YMBAJI Anekcanaposcka 6onnuna -rp.Cogus, Katenpa no menunuacka
reHetuka-rp.Bapua, Kareapa mo memunuucka reHetuka-rp.Codusi M MMETO Ha KOHKPETEH
CHELMAIIUCT.

bmmzo 60% - 62,16% 0T crenHaluCTUTE M CIEHHAIM3aHTH 110 OYHU OOJSCTH CHOMAEINAT, Y€ 110
BpeMe Ha 00yUYEHHETO CH Ca UMK CIeIU(UYHU 3aHITHS/JIEKIIUU, TOCBETEHN Ha MTPOPUIAKTHKA,
JTMArHOCTHKA U JIeueHUe Ha penaku 3adomsiBanus (purypa 32), no nHan 70% (79,48%) ot B3enute
yJacTHe BbB BBIIPOCHHUKA CMSTAT, Y€ TOBA 00YUYEHHETO HE € 10cTaTh4HO (purypa 33).
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70.00%

60.00%

50.00%

40.00%

30.00%

20.00%

10.00%

[a He He cv cnomHam

0.00%

®urypa 32. AHanu3 Ha OTrOBOpHTE Ha BhIIpoca : [1o BpeMe Ha 00yYeHHETO CH MMAJIH JIU CT€ CIICHU(UIHY 3aHTHsI/JISKIHH,
MMOCBETEHHU Ha MPO(UIAKTHKA, IUATHOCTHKA U JICYCHHE HA PEAKU 3a00sBanus?

10,26%
10,26%

II[a
® He

B He 3gam

79,48%

Ourypa 33. [IporieHTHO pa3npeeneHne Ha OTTOBOPHUTE Ha BbIIpoca: ,,CMsTare i, e o0ydernero no meaunuua HE Bkmousa
JIOCTaThYHO 3aHATHS 10 NMPOMUIAKTHKA JHarHOCTHKA U JIEUeHUE Ha PEeAKH 3abomnsBaHusa?*
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3a Han 60 % oT monmbIHUINTE BhIpOCcHHUKA (choTBETHO 60,53% 1 64,10%), Obarapckute Jekapu
1 o(pTaTIMOJIO3H HE MOJy4aBaT Mpo(ecuoHaTHa MOATOTOBKA 32 MPO(QHIAKTUKA JTUATHOCTUKA H
JIeYeHUe Ha peaku 3a0omnsBanus (purypa 34 u durypa 35).
70%
60%
50%
40%
30%

23.68%
20%

10%

0%
[a He He 3Ham

@urypa 34. IIpoLeHTHO pa3npe/iesiecHHe Ha OTTOBOPUIIMTE Ha BbIpoca ,,CMsTaTe 1M 4e ObJIrapCKuTe JeKapHu MoTydYaBaT
npodecroHaHa MOroTOBKA 3a MPOQHIAKTHKA, TMArHOCTUKA ¥ JISYEHHE Ha PeaKH 3a0osiBaHus ?*

He 3Ham 7.69%
He 64.10%
Oa 28.21%
0% 10% 20% 30% 40% 50% 60% 70%

Ourypa 35. [IporieHTHO pa3npeseneHne Ha OTTOBOPIIINTE Ha BBIIpoca ,,CMsTaTe JIi 4e OBbIarapckuTe 0(hTaaIMoI03H MOTydaBaT
npodecroHaIHa TOArOTOBKA 3a MPO(QHIAKTHKA JHarHOCTHKA U JICYCHHE Ha PeIKH 3a00IsIBaHnsA?*
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AHanu3bT HA BBIPOCHUIMTE couH, 4e HaJ 80% OT MONBIHUIUTE BHIIPOCHUIIUTE Ca OTTOBOPUIIH,
Ye HE Ca MMalM MIAHC 3a CHEHUAIM3UPAHO CICIIUIUIOMHO OOy4YeHHE 3a MpOQIIAKTHKA,
JMArHOCTHKA U JICYeHHE Ha peaKu 3abonsBanus. (purypa 36)

H/[a MHe MHecucnomHAM

Ourypa 36. [IpexcrasiHe B cXeMaTH4eH BUJI pe3yJITaTUTE OT OTTOBOPHTE Ha BBIpOCa ,,IMany 1 cTe MmaHe 3a CrenualIn3upaHo
CIIEINIIIOMHO 00y4eHre 3a MpOo()UIAKTHKA, AUATHOCTHKA U JICYCHHUE Ha PEAKU 3a00siBaHus?

AHaNM3bT Ha U3TOTBEHUTE B HACTOSALIOTO IPOYYBaHE BHIIPOCHUIIM OTHOCHO MH(POPMHUPAHOCTTA 3a
pelnKuTe OYHH 3a00JISIBAaHNS Ha CIICIIUAIUCTH U CTICIIUAIN3aHTH 110 OYHU 0O0JIECTH, TIOKa3Ba MOYTH
€IMHOIYIIICH TMOJIOKUTEJIEH OTIOBOP Ha YYAaCTHHULIUTE 32 HEOOXOJUMOCTTAa OT Cbh3/IaBaHETO Ha
perucThp 3a peakute ounu 3adonsBanus - 97,44% otrosapsr c ,,J1a“ Ha BBIpOCca ,,IMa i Hy)1a
OT PEerucTbp Ha pelkuTe OuyHM 3abonsBaHus B bwarapusa?” (¢urypa 37). Egsa 2,56% ca
OTTOBOPUIIU C ,,HE 3HASI* U HUTO €IMH HE € Tocouui otroBop "He'".

[ WiF]
B He

M He 3Hasn

97,44%

@urypa 37. IIponeHTHO pa3npeseneHne Ha OTTOBOPHUTE Ha BbIIpoca ~ MIMa 1M Hy’K/a OT perucThp Ha PEAKUTE OUHH 3a00IIBaHHS
B bparapua?”’
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BBIpoCHUKBT JaBa OPUCHTUPOBBUHA OIICHKA 32 MO3HAHUATA HAa OBJITapCKUTE O(TaIMOIO3U
OTHOCHO peaKuTe 3a0oisiBaHus. Pe3ynrarure 1mo oTHOIICHHWE MPOQECHOHATHATA TTOATOTOBKA 32
npoduakTUKa, JMArHOCTHKA U JICUYCHHE HA PEAKH 3a00JIIBaHUS B HAIIETO MPOYYBAHE Ca CXOIHH
C pe3yiTatuTe OT mpoyuBaHe nposeeHo B [lonma cpen 165 menuimucku cnenuanucra — 64,10%
OT aHKETUPAHUTE O(TAIMOJIO3H U CIICIUATH3AHTH TI0 OYHU OOJIECTH, OMBIHIIINA BBIIPOCHUKA U
Hag 90% oT aHkeTMpaHM MEAMIMHCKHM crenuanuctd B [lonmia, ompenenar moJAroTroBKaTa 3a
penkuTe 3a00isIBaHUS 10 BpeMe Ha 00ydeHHEeTO cu 3a HemocrarbuHa.(15) IIpodecnonannure
yYMEHUS, HEOOXOMUMH 3a TOJ00psBaHE HAa YIPABICHHETO Ha PEIKHUTE OOJIECTH, HM3HCKBAT
npua00MBaHe Ha HOBU KIMHWYHU KBalM(ukanuu. 3a chxanenne Hax 80% oT aHKETHpaHUTE OT
Hac 0(hTaTIMONIO3U U CIEIUAIU3AHTH IO OYHU OOJIECTH ca CIOJCSIHIIN, Y€ He ca UMAJIA [IaHC 3a
CHEIMAM3UPAHO CIEIIUITIOMHO 00y4YeHHe B Ta3u oOyacT. bim3o mojgoBrHATA OT aHKETUPAHHUTE
cpemaTr €KeMeCEeYHO MAIMEeHT C PSIKO OYHO 3a00JIIBaHE W MAK CHIIHUAT MPOICHT — HE JICKyBa
MAIUEHTUTE C PAIKO OYHO 3a00JIsiBaHe, a TH pedepupaT -KbM OOJHUYHO 3aBEJCHHE, KOHKPETCH
CTICIIUAIIHCT.

Hsma aHkeTupaH, KOMTO Ja € Ha MHEHHE, Y€ HsAMAa HYXJIa OT PETUCTBp 3a PEAKHTE OYHH
3abossBaHus. BsipBame, e ch3maBaHeTo Ha J00pe QyHKIMOHUpAI PErHCThp OU CIIOMOTHANO 33
Ka4yeCTBEHO ChOMpPaHE HA JJAaHHU, TaKa HEOOXOJIUMH B Ta3u 00JIaCT HA MEIUIIUHATA.

3. KJiuHWYHA OLleHKA HA PeJIKH 0YHM 3a001sBaHus no kaacuukanusta Ha Orphanet.

3a menuTe Ha HacTOSIOTO MpoyuBaHe 3a nepuojaa 2017-2022r. B8 CbOBAJI-Bapna ca npocieaeHu
MPOCTIEKTHBHO 39 MAIMEHTH C PAIKO 0YHO 3a0oisBaHe. [larueHTHTe yyacTBamy B MPOyYBAHETO
ca ¢ peku 3a00JsIBaHUS Ha 3pUTETHUS aHATU3aTop criopes Kinacudukanusta na Orphanet. U ca
pasmpeneneHy B CIEAHUTE TPYTIH :

e [IvpBa rpyma: HeBpo-odramonornunu 3abomnsiBaHus - €IUH MAIlMEHT ChC CHHAPOM Ha
Usher;

e Bropa rpyna: Penku 3abonsBanusi Ha MpeAHUSI OYSH CETMEHT- MET MallieHTa C aHUPUIHS,
eqnH ¢ HacnencTtBena BpojieHa eHAOTETHA TUCTPO(Us, €IUH MAIMEHT ¢ AucTpodus Ha
[Inaitnep, equn ¢ auctpodus 3a Salzmann, 1 cbe 3anuHa nonumopdua nuctpodus, 3-ma ¢
¢ auctpodus ,,Map-dot-fingerprint”, 6-ma ¢ aucrpodus na Fuchs, 5-ma ¢ matucoBa
aucTpodus;

e Tpera rpyna: Peaxu 3a001sBaHus Ha 33IHUSI OYEH CETMEHT- IIeCT MalMeHTa ¢ MUTMEHTEH
petunHT, TpU nanueHTa ¢ bonecrt va laprapn, 2-ma ¢ 6onect Ha Best, 2-Ma — ¢ nuctpodus
Ha MaKyJIHa;

e UYermbpTa rpyna: YBeutH - eauH ¢ nanueHt ¢ Vogt-Koyanagi-Harada ;

e [lera rpyma: 3a0omnsiBaHus 0OXBAIIAIIM [TOBEYE OT €IHA CTPYKTYpa- €IWH MAalUeHT C OUYeH
neMQUryur.
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Tabmuua 11. Pasnpenenenue Ha mManMeHTUTE 110 TUArHo3a, Opoil u mot.

Junarnosza Opoii o
MBKE KEHU

[IspBa rpyna: HeBpo-odramonornunu 1 1
3a00J11BaHUA
Bropa rpyna: Penku 3abonsBanus Ha npeqaust | 23 6 17
OYE€H CETMEHT
Tpera rpyna: Peaxu 3a0onsBaHus Ha 3aHUAS 13 10 3
OYE€H CETMEHT
YerBbpTa rpymna: YBeuTH 1 1
[lera rpymna: 3a0onsaBanus obxBamiamu nmoseue | 1 1
OT €JIHA CTPYKTypa

Tpuma ot mpocieeHnTe NaueHTuTe ca jaena nox 18 rogumHa Be3pact. [Ipernenure u
AQHKETHOTO MPOYYBAHE CE U3BBPIIBAXa C MPUCHCTBUETO HA POIUTEIL.
Cpennara Bb3pacT Ha MPOCICHUTE NallMeHT! € 37 T. , KaTo Hail- MJIauaT NalueHT € Ha
12roaunu, a Hali-Bb3pacTHUAT Ha 62 roaunu (durypa 38).

23,08%
® 10 18 roguwHa Bb3pacT;
mexay 18-30 rogumiuHa sb3pact

mexay 30-45 roguiuHa sbapact

38,46%

mexay 45-60 roamiiHa Bb3pacTt

= Hapa 60 roguHn

28,21%

®urypa 38. IIpoueHTHO pa3npeseneHre Ha NalUeHTUTE TI0 TOAUHI

XKenckuar mos mpeBanupa BbB BTOpa Ipyma - peJIku 3a00IsIBaHMs Ha IIPeJIeH OYeH CETMEHT, a
MBKKHUAT BbB TPETA IPyTIa - PeIKU 3a00JIsIBAaHNS Ha 3aJIeH OYEH CErMEHT.
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56%

53,85%

54%

52%

50%

48%

46,15%

46%

44%

42%
eHa MBbXK

®urypa 39. [IpoLieHTHO pa3npeneieHUe Ha aHKETUPAHUTE 1O MOJ

3a0aBsHETO HAa JMarHo3ara € ChIIECTBEH MpoOJieM NpU MHAlUEHTUTE C PEeAKH 3a00JsBaHMS.
Pesynrarure oT npoBeieHaTa OT HAC aHKETa OTHOCHO BpeMeBaTa JIMHMS 3 IOCTABSIHE HA JUAarHo3a
(6una To M camMO KIMHWYHA) ca aHAJIOIMYHA Ha u3ciensanero Ha Eurordis, mposeneno B 17
€BpONENCKHU CTpaHu 3a oceM peaku 3abonsiBanus (purypa 40). laHHUTE OT TOBa IpOyYBaHE
[I0COYBAT, Y€ IOCTaBSHETO Ha HETOYHA JMarHo3a € JoBena [0 Oe3I0JIe3HH MEIUIUHCKH
MHTEPBEHIMHU IIpH 16% OT ydyacTHUIUTE, HEMOAXOLALIO0 MEAULIMHCKO JiedeHue - npu 33%, a 10%
ca MOJyYMJIM TICHUXOJOTMYECKa IIOMOL] IOpagu IpEANONOKEHHE, Y€ CHUMITOMUTE ca
ncuxocoMatnyHu.(24) OT yyacTHUIUTE B HALIETO MPOYYBAaHE caMoO INPHU €JUH yCTAaHOBHUXME
U3BbPUIBAHE HA HEHY)KHO XUPYPIrUYHO JIEUEHUE NTOPAIN NOTPELIHO ITOCTAaBEHA BOJEIIA KIIMHUYHA
nuarHosa.(gurypa 41)

Konko Bpeme 6e Heob6xoaAnMMO 3a NocTaBsaHe Ha
BallaTa AMarHosa?

50% 46,15%

45%

40%

35%

30%

25% 20,52

20% 17,95%

15% 10,26%

10% . 5,12%
5%
oo |

OT HAKONIKO  3a nepuop ot 1l 3anepuogao3 noseve oT 5 HAMaMm
meceua go 1r o 3 roanHm 00 5 rognHn roaviHun nocraBeHa

TOYHa AMarHosa

®urypa 40. [IporieHTHO pasnpezeneHne Ha OTTOBOpUTE Ha Bhipoca “Koiko Bpeme 6 He00X0IMMO 32 TIOCTaBsIHE Ha
BallaTa Juarsosa?*
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®urypa 41. OCT-AS (a u 6) u canmku ot LSCM (B,r,1) Ha nete Ha 9 ronuan ¢ BponeHa HacnencTBeHa SHIOTEIHA
muctpodust (CHED), nocTenBanio B KIMHUKATA 338 TPETO MHEHHUE CJIE/ TIPOBEXKAAHO TEPANIEBTUYHO U XUPYPTUIHO
JIe4eHHe TIO0J1 Ipyra BOJCIIa AUarHo3a.a) u 0) -eMUTeIHN KUCTH, yaeOeIeH emuTeNeH CII0H ¢ mojsiexania BuaumMa
MeMOpaHa Ha boyman, yBennderna nebenHa Ha cTpoMmara i Ha JeciiemeroBa MeMOpaHa; B) Oa3alHU €TUTEITHU
KIICTKH U XHATIEPPEPICKTHBHA TPAHAIIN;XUTIEPITyOPECHCHTHH s/Ipa Ha MIOBEPXHOCTHUTE KIIETKH ; T ) Oa3anHu
SMUTENTHH KIETKH; J)abHOpMaaH CTpoma.

Hag 50% ot npocieneHuTe M aHKETUpaHM MAIUMEHTH ca IOCOYWIM, Y€ JuarHo3ara Ha
3a00JIsIBAHETO UM € ITOCTaBeHa /10 HaBbpIIBaHe Ha 18 roaumiHa Be3pact. (durypa 42)

50% 46,15%
45%
40%
35%
30%
25%
20%

15% 10,26%
10% 7,69% i

[ |

0%

33,34%

00 8rogvwHa mexay 9-18 memay 18-30 memay 30-45 memway 45-60  cneg 60
Bb3pacT rogulHa rogulHa rogulHa rogulHa rogulHa
Bb3pacT Bb3pacT Bb3pacT Bb3pacT Bb3pacT

@urypa 42. IIpoueHTHO pa3npeaeaeHre Ha OTTOBOPUTE Ha BBIIpoca: ,,Kora e nocraBeHa Baimara guarLosara?®
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buzo 74% OT NOMBIHUINTE aHKETaTa MAlMeHTH TIOCOYBAT, Y€ UMaT OJIM3KH, POJHUHU, 3aCETHATH
oT chIoTo 3a0omsBane (purypa 43). B cpmoro Bpeme 33% OT pecnioHAepUTe CMSITAT, Y€ HIMAT
psAKO reHeTHYHO 3abomsiBaHe (urypa 44).

80% 74,36%

70%
60%
50%
40%

30% 25,64%

He

®urypa 43. IIpoueHTHO pa3npeneicHre Ha OTTOBOPHTE Ha Bblpoca™ Vimarte nu OJIM3KH, pOJHUHH (Ie1a,
Maiika, Oaina, pOJHHHHU OT BTOpPa JIMHU) 3aCETHATH OT CHIIOTO PSIIKO 3a00JsIBaHe KaTo Bamero?

20%

10%

0%
aa

MmaTe nn paaKo reHeTUYHO
3abonaBaHe?

20% 66,67%

60%
50%

40% 33,33%

He

Ourypa 44. I'paduyHo mpeacTaBsHe B IPOLEHTH HA OTTOBOPHUTE HA BBIIpOca ,,[IMare Jiu psIIKO TeHETHYHO
3aboisBane?

30%
20%

10%

0%

aa

3a chKalleHue camo CAUH OT NPOCIICACHUTC MAIUCHTU B HACTOALIOTO IMPOYYBAHE € C TCHCTUYHO
AOKa3aHa Juar”Ho3a, CJICH HaCOYBAHC OT JICKYBalllUs O(bTaJIMOJIOF 3a U3BBPHIBAHC HAa T'CHECTUYHO
H3CJICABAHCTO, a IIPU ABaMa - KIIMHUYHAaTa AnarHosa € pa60THa.
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Hag 90% ot ydacTBammTe B aHKeTaTa IOCOYBAT ,4€ IoJydaBaT MHGOpMalus 3a CBOETO
3a00JIIBaHEe OT JIEKYBAIIUAT OPTaIMOIIOT. (purypa 45)

100
90
80
70
60
50
40
30
20

10

0 I I

OT NEKYBALLKWA OYEH NeKap OT NUYHUA NeKap OT NAUMEHTCKA OpraHM3auuma OT APYro MACTO

@urypa 45. [IporieHTHO pas3npeneseHne Ha OTTOBOPWIINTE Ha BbIIpoca:” OTKbAe NosTydaBare nHpopmanus 3a
BAILIETO 3a00JIBaHE U BH3MOXHOCTH 32 JieueHne?*

[IpunpysxaBaiu 3a6onsBaHus ca nocoumnu 23% ot npociueneHuTe nauueHTH. (purypa 46)

NmaTe nun apyru npuapyKasaiim sabonasaHus?

90%

74,36%

80%
70%
60%
50%
40%
30% 25,64%
20%
10%

0%
aa He

®urypa 46. IIponieHTHO pa3npenereHrne Ha OTTOBOPHIINTE Ha BhIpoca: “Mmare mu nmpuapyskaBamy 3abonsBaamusa?*

60



AHaJIM3bT HA MMONBIHECHUTE OT HMAIIMCHTUTE C PSJIKO OYHO 3a00JIsIBaHE aHKETH IOKa3Ba, 4e
9YeCTO MAIMCHTUTE HE 3HAST TOYHATA CH AWarHo3a, a mpu 46,15% e 0o HeoxoauMo moBede oT 5
TOJMHU 3a IOCTaBSIHETO M.
Bnaro;[apeHI/Ie Ha Hay‘-IHO - TCXHOJIOTUYHUA HpOI‘pGC, JHEC € BB3MOXHO I/I3B’prHBaHeTO Ha rojisima
ramMa OT W3CJIe/IBaHUs Ha ThKaHHO, MOJICKYJHO M OMOXMMHYHO HHUBO KAKTO M BH3YyaJH3alus U
TOYHa Tomorpadcka JOKanu3alus Ha yBpenara. AHaIM3bT Ha JAHHUTE OT NPOCICICHUTE
MAlMeHTH TI0 H3rOTBEHUTE OT HAC aJrOpUTMH HHU JaBa OCHOBAaHUE Ja IpUEMEM, de
MUKPOCTPYKTYPHHS aHAIIU3 HA PEIKUTE OYHM 3a00JISIBAaHUS C BHUCOKOTEXHOJIOTHYHA araparypa
MoJIIoMara M JIONbJIBaT KJIMHUYHATA JMAarHo3a, 0COOCHO B CIy4YaWTe KOraro JIMIICBA T€HETUYHO
W3CIIe/IBAHE W TEHETUYHO TOTBBp/ICHA AUAarHo3a, CrioMara 3a mpocieIsiBaHeTO U T03BOJIsABA 1A Ce
M3BBPIIHN OIICHKA HA IIPOBEICHO JICUCHHUE.
CaMO CAUH OT HpOCHCIICHI/ITe B HACTOAIIUAT prI[ IMagUECHTUTE € C I'CHCTUYHO HOTB’pr[CHa
JIUarHo3a. YTIpaBJICHHUETO HAa PEIKUTE OYHM 3a00JiiBaHUS HE TpsOBa Ja ce orpaHuYaBa Jo
KIIMHNYHA OILICHKA - ITAI[UCHTHUTC Tpﬂ6Ba aa 6"I)IIaT HaCT)pLIaBaHI/I a CC moajiaraT Ha r¢cHECTUYHO
U3CJIeBaHE 3a TOTCHIMATHA TeHHA HICHTH(UKALUSA, KOETO OM UM I03BOJIMJIO YYacTHE B
HN3IMUTBAHUS 34 JICUCHUC C TCHHA TepaHI/Ifl.

4. Cp3maBaHe Ha MOJEII 32 PErUCTPaLMs HA PSAIKO O4HO 3a00isBaHe — AHUPUIHAL.

CnucpekbT Ha peaxkute OosiecTd B bparapus ce yTBbpKaaBa U u3MeHs: 0T MUHUCTEPCTBO
Ha 3J[paBeolla3BaHETO B TOBA YMUCIO OT MHUHHCTBpa Ha 3ApaBeoNa3BaHETO, MO MPENOpbKa Ha
Komucusita mo peaxu 6omectu.
[IbpBUAT OPUUMANHUAT CHOMCBK Ha penkuTe Oosnectd € oOHapoxaBaH mpe3 HoemBpu 2015r. c
Munucrepcka 3amoen PJ1-01-277/27.11.2015r. IIspBoHauanHo cuabpxka 116  peaku
3abossBaHMs, Koaupanu Ha 6a3ara Ha MKbB-10. C munucrepcka 3amosen P/[-01-92 ot 30 mapt
2016r. ce mobassT orie 18 HO30JIOrHYHM eAMHUIM KbM crrchbKa.(125) Jlo naganoro Ha 2020r. - B
TO3H CIHCHK ca BKIIIOYCHU efiBa 142 3a0onsBanus.(77) (Tabmuma 12)

Tabnnua 12. Penku 3a60nsBaHusl, BKIIOYEHN B HAMOHATHHUS CIIUCHK HA PEKUTE 3a00JISBAHUS ChC 3aTI0BEJ Ha
MHHHCTHPA Ha 3/ipaBeona3Baneto Ha Peny6iuka Briarapus 3a nepuoja 2015-2020r.

Kox no MKB/ kox

CbIJIACHO §a3aTa JaHHH
Pyopuxa no MKb " " 3abonsiBane
Opdaner

2015r.

D56.1 bera-TanaceMust

Ko chrimacHo 0a3ara JaHHH
"Opdanet" - Tanacemus Maifop

Tamacemmus ORPHA231214

KOI{ CBIJIaCHO 68.321Ta JIaHHU Tamacemus HUHTEpMEINA
"Opdaner” -ORPHA231222

[Ipro6uTa XeMOIUTHYHA AaHEMUS D59.5 [Tapoxcu3ManHa HOILIHA XEMOTTIOOUHYPHSA

D61.0 KOHCTHUTYIOHHA aIacTHYHA aHEMUS

Koz cpritacHo 6a3aTta JaHHA

A 0}
Vlpyru aminacTHYHH aHEMHH "Opdaner” - ORPHAS84 HEMIT e SoariomH

Ko ceriacHo 6azara 1aHHB

"Opdpatier” - ORPHA 124 Crampom Ha Blackfan-Diamond

Upyru anemun D64.4 KoHreHutanHa AM3epuTPONOSTHYHA aHEMUS
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Bpoxen nepurut Ha daxrop VIl

D66

Bpoznen nepurut Ha Gaxrop VIII

Bponen nepuuut Ha paxrop JX D67 Bponen nepruut Ha pakrop IX
D68.0 Boxect Ha Vor Villebrand
VIpyry HapyIIeHNs HAKPHBOCHCHPBAHETO D68.2 BpozaeH neduuut Ha apyru GpakTopu Ha
KPBBOCHCHPBAHETO
I tronaTigHa TpOMOOIUTOIEHNIHA
[Typrypa u apyri xeMoparuduu cberostaust  |[D69.3
yprypa
D80.0 HacrnencTBeHa XunoraMarioOy TMHEMHAS
D80.1 Hedammnna xumoramMario0ymHeMus
CenekTuBeH NeUINT Ha UMYHOTJIOOYIHH A
D80 .2
[l9A]
CenekTHBeH Ne(UIUT Ha ITOKIACOBE HA UMYHOTIOOYIINH
D80.3
G [lgG]
D80.4 CenexruseH aedunut Ha umyHoro6ymua M [IgM]
MImyHOneumuT mpeobnagaBan HEJOCTHT
o apTHTERA D80.5 myHOAeuLHT C MOBHIIEH HMYyHOrToOyMH M [IgM]
D80.6 /lepuuut Ha aHTHTENA ¢ OIU3KH 10 HOpMAaTa
MMYHOTJIOOYJIMHA WIIH C XUMEPUMYHOTIIO0YITHHEMHS
D80.7 [Ipexo/Ha XUITOraMario0yIHHEMHUS IPH ena
D80.8 /[pyru IMyHOIE(QUINTHH CHCTOSHHUS ¢ peodIanaBay 1epexT
Ha aHTUTENA
D80.9 myHOnehUIMT ¢ peobdiianaBani 1eeKT Ha aHTHTENA
HEYTOYHEH
D81.0 Texxbk KOMOMHMpPAaH IMYHOAE(HUIUT C PETUKYIIHA TUCTCHE3HS
Texxbk KOMOMHMpPAaH IMyHOE(HIUT C HUCKO ChAbPKAHHUE Ha
D81.1
T- u B-xetkn
D812 Texxbk KOMOMHHMpPAaH IMYHOAE(HUINT C HUCKO MM HOPMAITHO
ChIbpKaHUE Ha B-KieTku
[KomOnHMpaHu UMyHOIEDUINTHI D81.3 Iledurut 1 aanenomsunae3amuHaza (ADA)
cECTOSTHUSA D81.4 Cunapom Ha Nezelof
D81.5 [TeduiuT Ha My puH-HyKIeo3ua-pochopunasa (PNP)
D81.6 /lepuuuT Ha TTaBHUS XMCTOKOMIIATHOMIICH KOMIUTIEKC Knac |
D81.7 /leuuuT Ha TITaBHAS XUCTOKOMIIATUOMICH KOMIUIeKe Kiac 11
D81.8 Ipyru KOMOMHHpPaHH HMYHOIE)UIUTH
D81.9 KomOuHMpaH MMyHOE(DHUIINT, HEYTOUHEH
D82.0 Curapom ua Wiskott-Aldrich
D82.1 Cunapom Ha Di George
D82.2 IMyHOIEUIUT C KBCH KpaiHUIH
D823 IMyHOIEDUITUT KaTO pesynTaT OT HACNEeACTBEH NeeKT,
ImyHOIEQHUIINT, CBBP3aH C IPYTH npenn3BHKaH oT Bupyca Epstein-Barr
BHAYUTENHU JeeKTH D82.4 CunapoM Ha xurnepumyHorinoOymnud E (Ig E)
D828 MyHOAEDHUIHT, CBBP3aH C IPYTH YTOUYHEHN 3HAYHTEIHH
nedexTn
D82.9 IMyHOIe(UIUT, CBBP3aH ChC 3HAUUTEIHH Ae(EeKTH,
HEyTOYHEH
D83.0 (OOGUKHOBEH NPOMEHIINB UIMYHOAS(HINT ¢ peoldnagaBain
OTKJIOHEHUs B Opost ¥ GyHKUMATA Ha B-KkneTkure
D83.1 (OOGMKHOBEH MPOMEHIIMB UMYHOAEDHIMT C mpeodiiaaBaiy
(OGUKHOBEH IIPOMEH/INB UMYHOEQHIAT HapyIIeHUs B UMyHOperyaaTopauTe T-KieTkuTe
D83.2 (OOMKHOBEH [IPOMEHIIMB HMYHOAC(UIIUT C ABTOAHTHUTENA KbM
B u T-knerkure
D83.8 /Ipyrn OOMKHOBEHH MPOMEHIIHBY UMyHOICUIIUTHH

62




CbCTOAHUSA

PascTpoiicTBa Ha oOMsHaTa Ha
chuHrOMMIMANTE ¢ IPYTU HAPYLICHUS Ha
HATPYIBaHE HA JIMITHINTE

D83.9 (OOHKHOBEH IIPOMEHIIMB NMyHOIE()HIIUT. HEYTOYHEH
D84.0 TedbekT Ha yHKIMOHANHKS anTHTeH-1 [LFA-1] Ha
M gormTHTe

VIpyru uMyHOAE()HIUTH D84.1 /leexTn B crcTeMaTa Ha KOMIUIEMEHTa

D84.8 JIpyry yTOYHEHH NMYHOIE(DUIIUTH

D84.9 IMyTHOAEDHUIMT, HEYTOYHEH
IXunonapaTupeouiu3sM E20.0 MnuonaTHyeH XUIONapaTHPEOUIU3bM

E22.0 AKpOMeTalis ¥ XUIIO(pHU3apeH THraHTH3bM
[XunepdyHkimst Ha xunopusara E22.1 XureprponaKTeHeMust

E22.8 [Tpyru xunepyHKIMH Ha Xunopusara
IXunodyHKIUS U ApyTa paccTpoiicTBa Ha E23.0 XUnonuTyurapussm
xumoguszara E23.2 be3BkyceH nuader
Cunpom sa Ky £24.0 Cunapom Ha Cushing ¢ xumodusapeH

[POM3XO0JT

Apyr¥ pascTpoficrsa Ha HaAGHOpeHHHTe E27.1 [IppBUYHA HEAOCTATHYHOCT
DKIIC31
PaccTpoiictBa Ha 0OMsHaTa £70.0 Kitacndecka (heHIIKETOHY U
Ha apOMaTHUTE aMHUHOKUCEIINHI
/pyrH1 pascTpOACTBA Ha 0OMAHATA Ha E72.2 Pa3cTpoiicTBa B METaOOJIUTHUS LUKBI HA ypesiTa
AMIHOKVCETMHUTE
/pyrH pascTpOHCTBA Ha OOMAHATa Ka E74.0 BonecT Ha HaTpymBaHeTo Ha riinkoreH - bonect Ha [Tomme
BBIJICXHUPATHTE

E75.2 Tpyru chunronmmino3u — boreer Ha home.

bonect Ha ®abpu, boneer na Hueman — Iuk tam C

IKox chriacHo

0azata  manHu "Opcdaner” |bonect Ha [omre
- ORPHA355

KOJT CBIJIACHC

bazara  mansr "Opdanet" |bonect Ha ®adpu
ORPHA324;

KO/l CBITTaCHO
bazara nanau "Opdaner"
ORPHAG46

boneer na Hueman — IMux tum C

PazcTpoiicTBa Ha 0OMsHaTa Ha E76.1 Myxkononuzaxapunosa, tar I
MIIFOKO3aMUHOTJIMKAHUTE E76.2 /Ipyru MyKononM3axapuuo3u

£83.0 PacctpoiicTBa Ha oOMstHaTa Ha MeTa— bonect Ha Yuiicon
[PaccTpoiicTBa Ha MUHEpaTHaTa OOMSHA — KonoBainos

E83.3 PacctpoiicTBa Ha oOMstHaTa Ha ochopa

E84.0 KucTo3Ha (hubdpo3a ¢ 6enoapoOHU TPOsSBH
Kucrosna ¢pudposa E84.1 Kucro3Ha $pubpo3a ¢ upeBHU TPOSIBU

E84.8 KucTozHa ¢pudpo3a ¢ ApyrH IposBH
|AMuonio3a E85.1 HacnencTBeHa (haMuiTHa aMHIION103a C HEBPOTIATHS
[T5pBUYHN MYCKYJIHI G71.0 MyckynHa guctpodus
yBpEKIaHUs G71.1 MHOTOHUYHHN YBPEXAaHUS
VIpyru Gonect Ha rpbOHAYHMST MO3BK G95.0 CUpUHTOMHEIHS U CHPHHT 00y I0Hs
Upyru ¢hopmu Ha 6e10gpoOHO Chplie 127.0 [TepBrYHa 6€T0APOOHA XHUITEPTOHUS
Boncer a Crohr [permonares exrep] K50.0 Boneer Ha Crohn Ha THHKOTO YepBO

K50.1 Bonect na Crohn Ha ne6enoTo 4epBo
(Ceporo3uTrBe peBMaTOHUIEH apTPUT M05.0 Cunzpom Ha Felty
FOHOImIeCKH (I0BEHMIICH | M08.0 FOHoOIIIECKH PEBMATOU/ICH apTPUT
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apTpuUT M08.1 FOHOIOECKH aHKHUIIO3UPALL CIIOHTHIAT
M08.2 HOHOILIECKU apTPUT ChC CUCTEMHO HAayajo
M08.3 FOHOIOECKY TTONTMAPTPUT (CEpOHETaTHBEH)
M08.4 FOHOIIEeCKH MayIHapTUKYIApEH apTPUT
BbaecT MOMMAPTEPHUUT HACIIEIACTBCHH M30.0 Baeer nommaprepiuT
ChCTOSIIHS
i{;}lfg;lj:ig;;mnpamn M3I.3 ["panysiomarosa na \Wegener
M32.1 Tucemunmnpan lupus erythematodes ¢ yBpexaase Ha apyru
OpraHy WK CUCTEMHU
ICeMUHIpAT AYITYC EPHTEMATONCC M32.8 /Tpyru dopmu Ha gucemuHupan lupus erythematodes
M33.0 IOBeHusIeH 1epMaTOMUO3UT
lepmaTonoauMuo3uT M33.1 JpyrH AEpMaTOMHO3HTH
M33.2 [TomMuo3uT
Cucremia cioreposa M34.0 [IporpecuBHa CUCTEMHA CKIIepo3a
M34.1 Cunzgpom CR(E)ST
f[lfc};:; :poz[eHn AQHOMAJIMH Ha HepBHATA 007.0 Crnpon 1a Aprang-Kuapi
Q20.0 00611 apTepralieH TPYHKYC
Bponenn aHomanuu HachpaedHnte kamepu  (Q20.1 'Y IBOGH M3XO0JIEH OTBOP Ha JISICHATa Kamepa
CHOOIIMTEHUTE OTBOPU Q20.3 J{uCKOpIAaHTHO CBBpP3BaHE Ha KaMEPUTE C apTepHUHUTE
Q20.4 'Y IBOGH KaMepeH BXOJIEH OTBOP
Q21.0 MeskyKaMepeH cenTaieH qepexT
Q21.2 [TpenchbpAHO HaMepeH cemnTaieH qedekT
[Bponenn aHoMaliuu Ha ChpJiedHaTa Q21.4 |AOpPTOMYJIMOHAJICH CETITANICH IeEeKT
perpaia 021.8 JIpyri BpOJCHHM aHOMAJIMM Ha ChpJeYHAaTa
nperpana (Cunapom Ha Eisenmenger)
BPOZICHH aHOMAIIMH HA 1Y IMOHAIHATA H Q22.6 CUHIPOM Ha XUTIOIJIACTUYHOTO JSICHO ChpLe
TPUKYCIIMIAIHATA KiIama
BpOASHH EHOMAINI FiA A0PTHATA 1 Q23.0 BposeHa cTeHO3a Ha aOpTHATA KJiana
MUTpalIHATa KJara
Q25.0 (OTBOpEH IYKTYC apTepHO3yC
Bpomenn anomarnuu Haronemure aprepun Q251 Koapkranus Ha aopTaTa
Q25.5 ATpe3us Ha OenoapoOHaTa apTepust
Bposein aoMai HAoOTEMIITE BeHH Q26.2 ToTanHO aHOMAHO BIMBaHE OEIOAPOOHUTE BEHH
0Q26.3 UacTHYHO aHOMATHO BIIBaHE OETOAPOOHNUTE BEHH
Q81.0 EnuaepMonu3uc 0yio3a CHMILICKC
Byno3Ha enuaepMonn3a Q81.1 Enunepmosiusuc 0yio3a Jetanmc
Q81.2 Enunepmonuzuc Oyio3a auctpoduka
Ulpyru yTouHeHH cuHOpoMma HaBpomenn  [(Q87.1 CHHIPOMU Ha BPOJICHH aHOMAJINH, €BbP3aHI
AHOMAaJIMY 3aCATAIIN HIKOJIKO CHCTEMU peMMHO C HICBK pbeT — cuHApoM Ha Prader-Willi
Q96.0 Kapuotun 45,X
Q96.1 Kapuorun 46,X is0 (XQ)
096.2 Kapuortun 46,X cbe CprK.Ty‘pHO abHOpMaJTHa I0JI0Ba
Cungpom Ha Turner XpOMO30Ma, pa3IngHa oT is0 (Xq)
Q96.3 MosaumssM, 45,X/46, XX wm XY
Q96.4 Mo3sanmzbem, 45,X/npyra KieTb4yHa JUHUS (JIMHUH) C
AOHOpMAaJTHA [OJIOBA XPOMO30Ma
Q96.8 |I[pyTI/I BapHaHTH Ha CHHIpOMa Ha Tumer

2016r.

[AHeMus1, IbJDKAILA Ce €H3UMHH HapyIIeHUs |D55.0

IAHeHm[, JIBJDKAINA Ce Ha HETOCTHUT Ha TIIF0K030- 0-docdar
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JIEXUIPOreHasa

I[pyl"l/l HaCJICACTBCHU XEMOJIUTUYHU aHCHUU

D58.0

HacnenctBeHna cdeponunrosa

IKox ceprilacHo Oaszara JaHHU
L,Opdaner - ORPHA822

Bonect na Minkowski-Chauffard

JpyTrH HapyIIeHusT Ha
KPBBOCHCHPBAHETO

D68.2

Bpoxen gedunur Ha Apyry GpakTopu Ha
KPBBOCHCHPBAHETO

Kox ceriacHo 0a3zata JaHHH
L,Opdaner - ORPHAS335

Jledprimt Ha huOprHOTEH

Kon ceriiacHo 0a3ata JaHHU
L,.Opdaner - ORPHA325

Bpozen nedummr Ha dakrop 1

IKox ceritacHO 0a3ara JaHH!
L,Opdaner - ORPHA326

Bponen nedpunut Ha dhaxrop V

Kox ceriacHo 0a3zata JaHHH
L,Opdaner - ORPHA327

Bponen nedwrmr Ha daxrop VII

IKoj chritacHO 0a3ata JaHHH
,Opdaner - ORPHA328

Bponen nepumur Ha hakrop X

Kon chriacHo Gazara JaHHH
L,Opdaner - ORPHA329

Bponen nedurur Ha pakrop Xl

Koz cerimacHo 6a3aTa TaHHH
L,Opdaner - ORPHA330

Bponen nedurmr Ha daktop XI|

IKos chritacHO 0a3ata JaHHH
L,Opdaner - ORPHA331

Bponen nedunur Ha paxrop Xl

PazcTpoiicTBa Ha 0OOMsIHaTa Ha HIOpGUPHHA H
OrTHpyOrHa

E80.0

HacnescTBeHa epUTPOIIOCTHYHA TOPOUPHS

KOI[ CBIVIACHO Oazara JaHHU
| Opdaner™ - ORPHA79277

BpozeHa epuTpornoeTHyHa mopgupus

IKop chriiacHO 0a3ara JaHHH
,,Opdaner - ORPHA79278

EpuTpornoeTniHa npoTonophupust

E80.1

[lopdupust kyraHea Tapaa

E80.2

Ipyru nopdupun

Kox cpriacHo 6asarta JaHHU
L, Opdaner - ORPHA79273

Bpozena konpomnopdupws

Kox ceriacHo 0a3zata JaHHH
L,Opdaner - ORPHA79473

[lopdupus Bapuerata

Kox ceriacHo Oasara JIAHHHU

[Bemonpo6Hu 6oecti cthubposa

L,Opdaner* - OcTpa KHTepMUTEHTHA OpQupust
ORPHA79276

PascTpoiicTBa MUHEpaTHaTa 00OMSHA E83.1 Pa3cTpoiicTaxeMoxpomaro3a

JIpyry HHTEPCTHIHATHI 84.1

Koz ceriacHo 0azara TaHHH
L,Opaner* - ORPHA 2032

ManonatuyHa 6enonpobHa Gpudposa

2017r.

®dakoMaTo3u HeKITacCH(OUIUPAHN JIPyTaje

Q85.1
Koz cerimacHo Gazarta
nmauad ,,Opdaner™ - 805

TyGepo3Ha ckirepo3a

2019r.

CriHaTHA MyCKyJIHa aTpO¥s  CPOITHU
CHUHIIPOMHU

G12.0
Kon ceriacHo 6a3ata
naHed ,,Opdaner” -

83330

JleTcka criHAIIHA MyCKyJTHa atpodus T 1

Gl12.1

Jpyru CIUHAIHA MYCKYJIHH aTpoQuu
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Ko ceritacHo 6a3aTa

naHH| ,,Opdaner™ - CrnmHanHa MycKyJIHa aTpodust THII 2
83418
Koz cpriacHo 6a3ara
naHHu ,,Opdaner™ - CruHanHa MyCKyJIHa aTpodus THII 3
83419
2020r.
[Typmypa u Apyru xeMoparuaHu D69.1
Kon ceriacHo 6azata Tpombacrenus Ha I maHnMan
CRCTOTHILA nanad ,,Opdaner - 849
PasctpoiicTBa Ha 0OMsHaTa Ha E71.1
aMHHOKHCEJIMHUTE C pa3KiIoHeHa Bepura | Kox cwriacHo 6a3ara [pormoHoBa aruIeMust
¥ Ha MACTHHUTE KHCEJIMHU nanuu ,,Opdaner - 35
Bonect Ha XbHTUHITHH G10 Bonect Ha XbHTUXTTHH
G24.3 CrnacTu4Ha KpuBa OIMs
Jucronust G24.4 Wpnonaruyna opodannaiHa JUCTOHUS
G24.5 Bredapocnazsm

Komucusara no pEaKu 3a0o0ABaHusa B BT)JIFapI/Iﬂ ¢ AIMHUHUCTPATUBCH OpraH, oArnomMararl
MUHHCTBpPA Ha 3[PaBEOIa3BaHETO U AUPEKTOpa HAa HannoHamHus HeHTHp 1O 00IIECTBEHO 3/IpaBe
U aHanu3u. B HeltHaTa ropucaukius ca aeiHoctu, onpenenenu ¢ Hapenba Nel6 ot 2014 r. 3a
YCIIOBHSITA M pe/ia 3a PETHCTPHpaHe HA PEAKUTE 3a00JSBaHHUA W 32 CKCIEPTHHUTE IICHTPOBE H
pedepeHTHUTE MPEXKH 3a PEelKH 3a00JIIBaHW KaTo: OTIPaBs MPEUIOKEHHUS 10 TUPEKTOopa Ha
HarnroHnaHust HeHThp 32 0003HAYCHUE HA EKCIIEPTHU IIEHTPOBE M pe(hEPEHTHH MPEXKH 33 PEIKH
3a00IABaHMsI, U3pa3siBa CTAHOBUINA O MUHUCTBbpPA Ha 3/pAaBEOMAa3BAaHETO MO MPEAJIOKEHUS 3a
BKJIIOUBaHE Ha 3a00JsBaHUS B CHUCHKA Ha peAKUTE 3a00IsBaHUSA, YCTaHOBeHU B Permybnuka
bovarapusi, u3BbpIIBa OIIEHKA HA JIEWHOCTTA HA €KCIIEPTHUTE IIEHTPOBE U peepeHTHU MPEKHU 3a
penxu 3a00isBaHUs KaKTO M Ha JAelHocTTa Ha HaluoHanHMs perucTbp Ha MAllMEHTUTE C PEAKH
3abossiBanus u ap.(126)

CrnenBaiiku anropuThbma 3a pErHCTpanys Ha psSAKO 3a0oisiBaHe M C TOKpernara Ha
ACOIII/I&III/I?[ AHI/IpI/I}II/ISI B’I)J'Il"apI/ISI CC IMONBJIHUXAa W IoaaJgoxa AOKYMCHTHU 3a BIIMCBAaHE Ha
3a00ABaHeTO AHMPUINS B HALIMOHAIIHUS CIIUCHK 32 peIKU 3a00sBaHus. (puiaoxeHue 1)

[Ipe3 HoemBpu 2022r. MUHHCTHPHT Ha 3/ApaBEOMa3BAHETO Aa/ie TIOJOKUTEIHA PE3OTIOHUS
Ha o1o0peHoTo oT KomucusTa 3a peaku 3a00sBaHUS 3asiBICHUE 32 BKIIOUYBaHE Ha 3a00JsBaHETO
Anvpuaust B HanmoHanHus perucTbp 3a peaku oosectu. (tabmuia 13)
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Tabnuma 13. Criucek Ha penkute 3abonsgBanns qo0aBeHr HoeMBpH 2022T. KbM YCTAaHOBEHUS CIIHCHK Ha

penkute 3adoisiBagus ot 2015r.

Pyopuxa no MKb

Koa no MKB/ koa cbriiacHo
0azara nanuH "Opdaner"

3a0ossBaHe

ATHITNYHA BUPYCHHU HH(EKINH
Ha I[eHTpajlHaTa HepBHA CHCTeMa

A81.0 / Koz cbriacHo 6a3zara jaHHU
,.-Opdaner* 204

CnopaanaHa dopma Ha 6onect Ha Kpotindena-
Sxobc

A81.8 / Kox ceriacHo 0a3ara gjaHHU
,,Opdaner* 280397

®daMUITHO IPUOHOBO 3200 sIBaHE, HAOA00ABAIIO
OosrectTa Ha Anxaimep

A81.8 Kox ceriaacHo 6a3zara qaHHH
,,Opdaner 356

Cunzpom Ha I'epcrman-1llpaycnep-1llaiinkaep

Jpyru HapyIlIeHus B
KPBBOCHCUPBAHETO

D68.4 / Kox ceriaacHo 6a3ara
naHuy ,,0Opdaner<73274

[Ipunobura xemoduius

OyHKINOHATHYN HapyIIeHUs Ha
MOTMMOP(GHO-SIIPEHUTE

HEeyTPOhHIH

D71 / Kog ceriiacHo 6a3ata JaHHH
,,Opdaner* 379

XpoHnyHa (B JeTCKaTa Bb3PacT) IpaHyIOMaTo3Ha
Gosrect

HeuncynunozaBucum 3axapen
naber

E11.9 / Kox ceriacHo 6a3ara JaHHH
,,Opdaner 552

MoHoreneH 3axapeH quader

Jpyru pa3cTpoiictBa Ha
€HJOKPUHHATA CeKPEeIns Ha
MaHKpeaca

E 16.1 / Kox ceriacHo 6aszara
IaHHY ,,Opdaner™ 657

Ilepcuctupania XxunepuHCYy TMHEMUYHA
XHUIIOTJIMKEMHS Ha KbPMaueTo

XunepanaocTepoOHU3bM

E26.0 / Kox ceritacHo 6a3aTta JaHHHA
,»Opdaner 235936

IIspBHUYeH XUNIEPaTIOCTEPOHU3IBM

PascrpoiicTBa Ha OOMsIHaTa Ha
apOMaTHUTE aMUHOKHCEINHI

E70.3 / Kox cbriiacHo 6a3aTa JaHHH
,.-Opdaner 167

Anouamzsm. Cunnpom Ha Chediak-Higashi

Jpyru pa3cTpoiicTBa Ha
oOMsIHaTa Ha aMUHOKHUCEITNHUTE

E72.4 / Kopx cbriaacHo 6a3ara JaHHH
,Opbaner 664

OpHUTHH TpaHCKapOaMuiia3eH aeGUITUT

Jpyru pa3cTpoiicTBa Ha
oOMsIHaTa Ha BBIIIEXUIPATHUTE

E74.4 / Kox ceriiacHo 6a3aTta JaHHH
,,Opbhaner<“765

JebunuT Ha MHpyBaT JEXUAPOTEHA3a

PazcrpoiicTBa Ha 0OMsIHATa Ha
COUHTONUITUINTE U JPYTU
HapyIlIeHUs Ha HATPYNBaHETO Ha
JMIHAAUTE

E75.2 / Kox ceriiacHo 6a3aTta JaHHA
,.-Opdaner 77293

bonect na Hueman — ITuk T B

E75.2 / Kox cbrimacHo 6a3aTa JaHHH
,.-Optaner2770

Bonecr na Hacy-Xakoina

E75.5 / Kox cerimacuo 6a3ata JaHHH
,,Opbaner 75233

Bonect Ha Yonman

PazcrpoiicTBa Ha 0OMsIHATa Ha
JIUIIONPOTEHHHUTE U JPYTH
JIUITAIEMUH

E78.6 / Kox ceritacHo 6a3ata JaHHH
,Opdaner 2388

Xopesi — aKaHTOLIUTO3a

Amunongosa

E85.0 / Kox cerimacHo 6a3ata JaHHH
,,Opdanet 32960

IeproaHyeH CHHAPOM, CBbP3aH C PEelenTopa 3a
Tymop-HekpoTuzupamms Gakrop (TRAPS)

E85.8 / Koz cbriiacHO 6a3arta JaHHHA
,»Opdaner* 330001

TpaHCTUPETHH-CBhP3aHa aMUJIONI03a C HOPMAaJTHA
MOCIIEOBATEIHOCT (1B THII)

Jpyru pa3cTpoiicTBa Ha
oOMsIHaTa Ha BelecTBaTa

E88.1 / Kox chriiacHo 6a3ara gJaHHU
,»Opdaner - 528

BponeHa reHepanu3upana JUMOAUCTPOGHS —
cunapoM Ha Berardinelli-Seip

E88.8 / Koj chriiacHo 0a3ara qJaHHU
,Opdaner 557056

CriacTU4Ha aTakCHs — JU3apTpHUs

HacnencrBenu arakcuu

G11.1/Kopg cerimacHo 6a3ata JaHHH
,,Opdaner<1177

PaHHa MaJIKOMO3bUYHA aTAKCHUS ChC 3aMa3eHn
pediekcu

G11.1/Kox cpriacHo 6a3aTta JaHHH
,»Opdaner<1177

PaHHa MalKOMO3bYHA aTaKCHS ChC 3alla3eHN
pediexcu

67




G11.1 /Kox ceriacHo 6a3aTa JaHHH
,,Opdaner <95

Araxcus Ha Friedreich

G11.1 /Kox cpriacHo 6a3aTa JaHHH
,,Opdaner 96

Friedreich momo6OHa atakcus

G11.1 /Kox cerimacHo 0a3ara JaHHA
,»Opdaner<139485

AP arakcust npu CoQ medurmr

G11.1 /Kox cerimacHo 0a3ara JaHHA
,»Opdaner<1188

CPIHI[pOM Ha aTakCusd — IIyXoTa — YMCTBCHa
HU30CTAaHAJIOCT

G11.1 /Kox ceriacHo 6a3aTa JaHHH
,.Opdaner™ 453521

AP cimnonepebenapna atakcus, SCA, tum 17,
SCAR17

G11.1 /Kox cpriacHo 6a3aTa JaHHH
,»Opdaner<412057

SCAR16

G11.1 /Kox cerimacHo 0a3ara JaHHA
,»Opdaner 352403

SCAR14

G11.1/Kopg cerimacHo 6a3arta gaHHA
,»Opdaner 404481

AP 1iepebenapHa aTakcusi — CIAICTICHS —
HHTENICKTyaleH Ae(UIUT

G11.1 /Kopg ceriiacHo 6a3ata JaHHH

AR1
,,Opdaner 404499 SCAR15
G11.1/ Kox cbriacHo 6a3zata JaHHH
,»Opdaner 404493 SCAR23
G11.1 /Kop cpriacHo 6azata JaHHU
,Opdaner 284282 SCAR12
G11.1/Kopg cerimacHo 6a3arta JjaHHA oA

,,Opdaner 284271

G11.1 /Kopg cerizacHo 6a3ata JaHHHA
,,Opdaner* 363429

AP niepebenapHa aTakcusi — NTUpaMUIHU Oese3n —
HHUCTarbM — OKYJIOMOTOpPHA aTaKCHsl CHHAPOM

G11.1 /Kopg ceriiacHo 6a3ata JaHHH

,»Opbaner 95434 SCAR4
G11.1 /Kop ceriacHo 6azata JaHHU

,»Opdaner 363432 SCAR18
G11.1/Kox cpriacHo 6a3aTta JaHHH soamiE

,Opdanet 324262

G11.1 /Kopg cerimacHo 6a3ata JaHHH
,,Opdaner 98

Cunzapom Ha Charlevoix-Saguenay (xoq mo MKB-10
G11.1, Orpha xox 98)

G11.1/Kopg ceriacHo 6a3arta JaHHA
,.-Opdaner 95433

SCAR3

G11.1/Kopg ceriacHo 6a3arta JaHHA
,,Optaner 83472

LlepeGenapHa aTakcHsi — HHTEIEKTyaleH JeQUInT —
OINITHYHA aTPOdUS — KOXKHA CHMITOMATHKA CHHIPOM

G11.1 /Kopg cerimacHo 6a3ata JaHHH
,»Opdaner 1171

Cunzpom Ha CAPOS

G11.1 /Kopg cerimacHo 6a3ata JaHHH
,»Opdanet 1174

LlepebenapHa aTakcHs — €KTOAepMaHa JUCILIa3Us
CHHIIPOM

G11.1/Kox cpriacHo 6a3aTta JaHHH
,,Opdaner 284324

SCAR7

G11.1/Kox cpriacHo 6a3aTta JaHHH
,Opdaner 88637

4H cunznpom

G11.1/Kopg cerimacHo 6a3ata JaHHHA
,Opdaner* 1186

Cungpom Ha Ohaha, cimHONIEpebenapHa aTaKkCHs ¢
Hayajo B KbpMavecka Bb3pacT

G11.1/Kopg cerimacHo 6a3ata JaHHH
,,Opdaner 559

Cungpom Ha Marinesco-Sjogren

G11.1/Kox cpriacHo 6a3aTta JaHHH
,»Opdaner 2579

Cunzpom Ha Furukawa-Takagi-Nakao
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G11.1 /Kox chriaacHo 6a3zata JaHHH
,,Opdaner* 2589

MuoxkioHyc — nepebenapHa aTakcust — HapyIIeHue
Ha CJIyXa CHHIPOM

G11.1 /Kox cpriacHo 6a3aTa JaHHH
,Opdaner 88628

AP 3agHOCTBIONOBA aTaKkcHsl U retinitis pigmentosa

G11.1 /Kox cerimacHo 0a3ara JaHHA

,»Opdaner 448251 Sl
G11.1 /Kox cerimacHo 0a3ara JaHHA
,.-Opdaner* 98773 SCAZ
G11.1 /Kox ceriacHo 6a3aTa JaHHH

A2
,,Opdaner 101109 SCAZ8
G11.1 /Kox cpriacHo 6a3aTa JaHHH SCA34

,,Opdaner 1955

G11.1 /Kox cerimacHo 0a3ara JaHHA
,.-Opdaner 247765

X cBBbp3aHa LepedenapHa aTakcus

G11.1/Kopg cerimacHo 6a3arta gaHHA
,.-Opdaner 1175

X cBBbp3aHa MPOrpecuBHa IiepebenapHa aTakCHs

G11.1 /Kopg ceriiacHo 6a3ata JaHHH
,,Opdaner 85297

X cBbp3aHa cnuHOLEepeOenapHa aTakCcust TUIT 3

G11.1 /Kopg ceriiacHo 6a3ata JaHHH
,,Opdaner 85292

X cBbp3aHa ciiHOIepeOenapHa aTakcus Tai 4

G11.3 / Kox chriacHo 6a3aTta JaHHH
,.-Opdaner 100

ATaxcus TeleaHrneKTa3us

G11.3 / Kog cerimacHo 6a3aTta JaHHA
,,Opdaner 370109

ATakcus-TeeaHrneKTa3us BapuaHTU

G11.3 / Kog ceriiacHo 6a3ata JaHHHA
,Opdaner 251347

ATakcus-TeleaHrneKTa3us HOZ[O6HI/I 3a00JIIBaHUS

G11.8 / Kog ceriiacHo 6a3ata JaHHHA
,.-Opdaner 99

AJl cnmHOLIEpEeOETapHH aTaKCHU

CriHaJIHa MyCKyJTHa aTpodust 1
CXOJHH CHHAPOMH

G12.2 / Kog ceriacHo 6a3aTta JaHHA
,»Opdaner 90020

AMHoTpoduyHa aTepaaHa CKIepo3a B ChYeTaHHe C
HNAapKUHCOHU3BM U JIEMEHIHS

Bonect Ha [lapkuHcon

G20 / Koz cbrimacHo 6a3aTa JaHHH
,,Opdaner 391411

ATHUIIMYEH FOBEHUJICH NapKUHCOHU3BM

G20 / Kox cerimacuo 0azara JaHHA
,,Opdaner 2828

IOBenmnHa [apkuaconoBa 6omect (PARK2,
PAKRG6, PARK7, PARK23, PARK12, PARKS,
PARK10, PARK13, PARK5)

G20 / Kox cerimacuo 0a3ara JaHHA
,Opdanet 363654

X-CB'bpSaH IMAPKUHCOHU3BM CHC CIACTHIIUTET
CUHIAPOM

G20 / Kox cerimacuo 0a3ara JaHHA
,Opdaner 2379

ITapKHHCOHN3BM C PAaHHO HAYAIO U MHTEIEKTyaTHH
3aTpyIHEHHS

G20 / Koz cwriacuo 6azara JaHHu
,»Opdaner 411602

ABT030MHO-TOMHUHAaHTHA [[apKHHCOHOBA 00JIECT C
KBCHO Ha4aJIo

G20 / Koz chrimacHo 6a3aTa JaHHH
,»Opdaner 171695

[TapKkrHCOHOBO-IUPAMUIEH CHHIPOM

Jpyru frereHepaTuBHU O0IeCTH
Ha 0a3aJHUTE TaHITIHH

G23.0 / Kox cerimacHo 6a3ata JaHHH
,Opdaner 306674

PARK9

G23.1 / Kog ceriracHo 6a3aTta JaHHHA
,,Opdaner* 240103

[IporpecuBHa cynpaHyKJIeapHa Mapain3a —
KOPTHKOOa3aJIeH CHHAPOM

G23.1 / Kox ceriacHo 6a3aTta JaHHH
,.Opdaner* 240085

IIporpecuBHa cynpaHyKieapHa Mapanu3a —
MapKHHCOHU3BM

G23.1 / Kox chriacHo 6a3aTta JaHHH
,Opdaner 240094

[IporpecuBHa cynpaHyKiIeapHa Mapajiu3a — YucTa
aKuHe3us ¢ GpUiBUHT peHOMEHH

G23.1 / Kox cerimacHo 0a3ara JaHHA
,»Opbaner* 683

IporpecuBHa cynmpaHyKJIeapHa mapain3a
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G23.1 / Kox ceriacHo 6a3aTa JaHHH
,,Opdaner 99750

ATHIIYHA IPOTPECHBHA CyNpaHyKJIeapHa Mapaim3a

G23.1 Kop ceriiacHo 6a3ata JaHHH
,,Opdaner 240071

Knacuuecku nporpecuBHa cynpaHyKieapHa
napaimsa

G23.1 / Kox cerimacHo 0a3ara JaHHA
,»Opdaner 240112

TIporpecuBHa CynpaHyKiIeapHa napaiisa —
nporpecuBHa HedyeHTHA ada3us

G23.2 / Kox cerimacHo 0a3ara JaHHA
,»Opdaner 98933

MynrucucreMHa aTpodus — MApKAHCOHU3BM

Jlucronus

G24.1 / Kox ceriacHo 6a3aTa JaHHH
,,Opdaner 376724

I/I,I[PIOH&TI/I‘{H& q)aMPIHHa JAUCTOHHUA

G24.1 / Kox ceriacHo 6a3aTa JaHHH
»Opdaner 199351

PARK14 cBbp3anu 3a601sBaHUSA

G24.2 / Kox ceritacHo 0a3ara JaHHA
,,Opdaner 98806

WnnonatnyHa HepaMuiiHa TUCTOHUS

Bonect Ha Anixaiimep

G30.0 / Kox cpriacHo 6a3aTta JaHHH
,.-Opdaner 1020

Bonect Ha AnxaiiMep ¢ paHHO Hayajo U
aBTOHOMHO-IOMHHAHTHO yHacnensBane (EOAD)

Jpyru nereHepaTuBHU 00IECTH
Ha HEpBHATa CHCTEMa,

G31.0 / Kog ceriiacHo 6a3aTa JaHHHA
,,Opdaner 275864

TloBeneHyecky BapuaHT Ha ()POHTOTEMIIOPATHA
JEMCHIIHSI

G31.0 / Kog ceriiacHo 6a3ata JaHHH
,-Opdaner 275872

®poHTOTEMITOpaTHA AEMEHIINS B ChUETaHHUE C
0O0JIECT Ha JBUTATEIHUS HEBPOH

Koz ceriacuHo 6a3ara JaHHA
,,Opdaner - 98535

®DpoHTOTEMITOpaNIHA JETCHEPAIHS C IEMEHITHS

G31.0 / Kox cerimacHo 6a3aTta JaHHA
,,Opdaner* 293848

®poHTOTEMIIOpaJIHA JEMEHIIUS — BADUAHT Ha JCHA
TEMITOpaHa aTpodus

G31.0 / Kog cerizacHo 6a3ata JaHHHA

JloroneHn4Ha MporpecuBHa adasus

G31.0 / Kox cerimacHo 6a3aTta JaHHA
,,Optaner 95432

[TepBrYHa porpecuBHA adaszus

G31.0 / Kog cerizacHo 6a3ata JaHHHA
,,Opdaner 100070

IporpecuBna HehyeHTHa ada3ust

G31.0 / Kog cerimacHo 6a3ata JaHHH
,Opdaner 100069

CeMaHTHYHA IEMEHIINS

G31.0 / Kog cerimacHo 6a3aTta JaHHA
,,Opdaner 454887

Koprukobazanen cuaapomM

G31.1 / Kox ceriacHo 6a3aTta JaHHH
,Opbaner 54247

3agHa KOpTHKAIHA aTpodust

G31.8 / Kog cerimacHo 6a3aTta JaHHA
,.-Opdaner* 178509

ITapKHHCOHM3BM C AJIBEOJIApHA XUIIOBEHTHIAINS U
JerpecHs

Hpyra ¢opma Ha ocTpa
JIMCEMUHHPaHa JIeMUACITHHU3ALHS

G36.0 / Kox ceriiacHo 6a3ata JaHHHA
,,Opdaner 71211

Onrukonespomuennt (bomect Ha Devic)

Emunencus

G40.3 / Kog ceriiacHo 6a3aTta JaHHA
,»Opdaner* 280620

Cunzpom Ha Ramsay Hunt

YBpexaaHusi Ha HEpBHUTE
KOPEHYETAa U TIIEKCYCH

G54.8 / Kox cpriacHo 6a3aTta JaHHH
,Opdaner 65250

[TepuneBpanHu kucTy Ha TapiaoB ¢ HEBPOJIOTUYHA
CHUMIITOMAaTHKA

HacnencTBeHa u umnonaTnaHa
HEBPONATHS

G60.2 / Kox cerimacHo 6a3ata JaHHHA
,,Opbaner 64753

ATakcus ¢ OKyJIOMOTOpHA anpakcusi Tun 1-4

MpuacTeHus rpaBuC U Apyru
YBpeXIaHUSI Ha HEPBHO-
MYCKyJIHaTa CUCTEMa

G70.0 / Kox cerimacHo 6a3aTta JaHHHA
,,Opdaner* 589

MmuacTteHust rpaBuC

G70.2 / Kox chriacHo 6a3aTta JaHHH
,»Opdaner 98914

KonrenurameH MuacTeHeH CHUHAPOM THUIL la

[TbpBUYHKM MY CKYJIHH
YBPEXKIAHUSA

G71.8 / Kox chriacHo 6a3aTta JaHHH
,,Opdaner 29478, 399086

JlucTaTHu MUOTIATHH

PascrpoiicTBa Ha BereraTuBHaTa
/aBTOHOMHAaTa/ HEpBHA CUCTEMa

G90.3 / Koz cerimacHo 0a3ara JaHHA
,,Opdaner 227510

Myntucucremna atpodus — repedenapeH THI
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G90.3

Kox cpritacHo 6a3ara naHHH MynTrcuctemna atpodust
,»Opdaner 102
Jpyru 6onecT Ha 3pUTEITHUS H47.2 / Kox ceriacHo 6a3ara TaHHU )
HacnencrBena ontudna HeBponartus Ha JIeGep
HEpB U 3pUTEITHUTE IbTUILA ,»Opdaner 104
Hpyru dpopmu Ha 6enoapoOHO 127.2 / Kop cpriacHo 6a3ata aHHH | XpoHHYHA TpoMOoeMOoiniHa OenoapooHa
chpIie ,Opdaner 70591 XUMEPTOHUS
M31.1/Kon cpriacHo 6a3ara Toom6 6
Jpyru HeKpOTH3UPALIH naHed ,,Opdaner™ 54057 POMDOTHHA TPOMDOIHIONICHITRA Hypriypa
BaCKyJIOIaTUHI M31.6 / Ko cpritacHO 6a3ara I'uranrokneTpueH apTepuuT

nanau ,,Opdaner™ 397

B
:3(})3;:;:; ::)oraaiﬂl: (:I::ZI::MZZT Q13.1 / Kox ceriacHo 6azarta ):[aHHl< @
P PeX ,Opbarer™ 250923

Ha OKOTO

Q78.0 / Kon ceriacHo 6a3ata JaHHH

Jpyru ocTe0XOHAPOAUCILIA3UU O (6

Ocreorene3uc nMnepdexrTa

Jpyru XpoM0O30MHH abepaium, Q99.1 / Kon ceriacHo 6azaTa JaHHH

46,XY nbiIHA TOHAIHA THCTEHE3HS
HEKJTaCH(DHUITUPAHH APYTaae ,,Opdaner 242 ARE A

3a IIbPBHU BT B CIHHCBKA 3a PECAKH 3a00JIsIBaHUs B E"I)JIFapI/ISI CC BKJIIOYBA PSAJAKO OYHO
3a00JIsIBaHe M MO-TOYHO JIBE PEAKH OYHU 3abonsBaHus — AHupuaus u HacnencrtBena ontuyna
HeBpomnaTus Ha Jlebep.

BkirouBaHeTo Ha Te3u 2 3a0011BaHNs Bb3 OCHOBA Ha MOJIA/ICHUTE 3asBJICHUS C PA3IIUCaHU
aJITOPUTMU 3a JIMArHOCTHKA M JICYEHHE € CThIIKA KbM 3aIlIall[aHeTO OT CTpaHa Ha JbpkaBaTa Ha
HeO6XOI[I/IMI/IT€ JUAarHoCTU4YHH H3CJICABAHUA (B T.4. ITCHECTUYHAaTa III/IaFHOCTI/IKa) H TCpanuia (33,
Hacnencreena ontudna HeBpomnatus Ha Jlebep ce ouakBa o00peHue ot ctpaHa Ha EMA).

BkitouBaHeTo Ha PSAKO OYHO 3a00NsBaHE € OCHOBHATa CTBIIKA B Ch3JABAHETO Ha
eKCIIePTEH LEHTHP 3a ChOTBETHOTO 3a00JIIBAHE.

4. PaspaboTBaHe Ha IUIAH 33 Ch3JaBaHE HA €KCOEPTEH IIEHTHD 34 PEAKHA OYHU 3a00JABAHUS B
boirapus.

[lo nmanHm Ha MuHHCTEPCTBO Ha 31paBeona3BaHeTo M HanuoHamHWS LEHTBP IO
obmiectBeHo 3apaBe u aHanu3u (HIIO3A) xeMm 1 mait 2022r. Ha TepuTOpHsTa Ha CTpaHaTa HU ca
peructpupanu 20 eKCcrepTHH HEHTPOBe 1o peaku Oonectu.(127) (tadbnuna 14) Hacrosimem camo
7 oT TAX ca onoOpeHU 3a ydactue B 5 oT 24-pute eBporelickure pedepeHTHH Mpexu: ERN
EuroBloodNet (EPM 3a penku xemarosnorndnu Oojectu) - 2 neHtbpa, ERN EURO-NMD
(EBpomneiicka pehepeHTHa Mpexa 10 HeBpOMYCKYJTHU 3a0ossiBanusi) - 1 ieHTsp, Endo-ERN (EPM
3a pellku eHJOKpUHHHM 3a0oisiBaHus) - 2 neHTbpa, MetabERN (EBpormeiicka pedepentHa Mpexa
M0 HACIIEICTBEHU MeTabomuTHU HapyuieHus) - 1 nentsp u ERN RND (EBpomneiicka pedepentna
Mpeka 10 HEBPOJIOTHUHH 3a0ossBanust) - 1 eHThp. B 4 oT eBporeiickute pedepeHTHH Mpexu
nMa 4-Ma MalueHTKU 3aCThIIHUKA, IPEICTaBUTENN Ha CTpaHaTa HU — CbOTBETHO 1o eauH B ERN-
EYE (Esponeticka pepepentna mpesxka o ounu 6osectu ), ERN-LUNG (EBporeiicka pedepenTtra
Mpesxa 1o 6enoapobuu 3adonsBanus ) , ERN EURO-NMD u ERN RND.(46) (tabnuma 1)
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Tabmuna 14. EkcriepTHH LieHTpOBE 10 peaku Oonectd B bbarapus.

Hme

ExcnepreH LeHTHp 1O
KOAryJIONaTHH U PEAKU
aHEeMHHU

ExcniepTeH neHThp 10
FEeHETUYHHN
HEBPOJIOTHYHU K
METa0OoJUTHU
3a00/IsIBaHUS

KonTakr

YMBAIJL ,,CB. Mapuna®“ EAJ],

Bapna

PovroBoauren: nou. a-p Banepus

Kasnesa
Tenedon: 052 978 321

YMBAIJI ,,AnexcanipoBcka,
Kimurka o HepBru Gonectr
PwroBoguren: mpod. Mpaiino
TbpHEB

Tenedon: 02 9230 670
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Bonectu

—Bponen nedurmrt Ha daxrop VIII, MKB-10 xox D66,
Orpha xozn 98878

—Bponen nedummt Ha daxrop X, MKB-10 xox D67,
Orpha xon 98879

—bonecr na dpon Bunedpann, MKB-10 xox D68.0, Orpha
xox 903; 166078

—Bpozen nepuuut Ha gpyru hakTopu Ha
kpsBOchenpBaneTo, MKB-10 xox D68.2, Orpha xox 325;
326; 327, 328; 329; 330; 331, 335

—bera-Tanacemus maiiop, MKB-10 kox D56.1, Orpha kon
231214

—Tanacemus unrepmennsi, MKb-10 kox D56.1, Orpha
Kox 231222

—Kourenuntanua auceputpomnoernuna anemusi, MKB-10
kox D64.4, Orpha xox 65; 98869 (tun 1), 98873 (tum 2),
98870 (Tum 3)

—Cunapom Ha Blackfan-Diamond, MKB-10 kox D61.0,
Orpha oz 124

—Anemus Ha Fanconi, MKB-10 kox D61.0, Orpha kox 84
—Jedpurur va ['6DJ], MKB-10 kox D55.0, Orpha kox
362

—Hacnencreena cdeponurosa, MKB-10 kox D58.0,
Orpha kox 822

—ITapokcuzmanna HourHa Xemornoounypust, MKB-10 xox
D59.5, Orpha xon 447

—IIporpecuBHa MyckynHa nuctpodus T Emery-
Dreifuss, MKB-10 kox G71.0, Orpha ko 261
—IIporpecuBHa MyCKyTHA TUCTPOUS THII MOSC-KPAITHUK,
MKB-10 kox G71.0, Orpha kox 263

—bomect na Human-ITuk tun C, MKB-10 xox E75.2,
Orpha xox 646

—bonect na Nome, MKB-10 xox E75.2, Orpha xox
77259; 77260; 77261

—bonecr Ha Yuicwsn, MKB-10 xon E83.0, Orpha kox 905
—Danuno-CKamyo-xyMepaiHa MyCKyJIHa UCTPO s,
MKB-10 kox G71.0, Orpha kox 269

—Juctanan muonatin, MKB-10 kox G71.8, Orpha kox
602

—bonect Ha [Tomne, MKB-10 kox E74.0, Orpha kox 365
—TIporpecuBHa MycKyiHa auctpodus tum JioieH,
MKB-10 xox G71.0, Orpha xox 98896

—IIporpecuBHa myckynHa auctpodus tun bekep, MKb-
10 xox G71.0, Orpha ko 98895

—TpanctupeTnHOBa (paMHUIHA aMUITOUIHA
nonnHeBpomnatus, MKB-10 ko E85.1, Orpha ko 85447



ExcriepTeH neHTHp 10
BPOJICHU ChPACUHH
ManopMaIy Ha
MANUeHTH MO/ U HaJT
18-roauiiHa BB3pact

ExcriepTeH HeHTHp 10
6enoapobOHa
apTepuanHa
XHUIIEPTOHUS

EkcrniepreH ueHTbp 1o
JIHUCTOHHH

ExcriepTeH HeHTHp 110
IPBUYHH HMYHHH
neduuTr

MBAIJI ,,HKB* EAXl, Codus

PwroBoauten: mpod. n-p Mapuo

CraHkeB
Tenedon: 02 9211 211

MBAJI ,HKE“ EAJI, Codus

PwvroBoguren: mpod. n-p Mapuo

CraHKeB
Tenedon: 02 9211 211

MBAJIHII ,,Cs. Haym* EAJ,
Codus

PoroBoauren: akan. MBan
MunaHoB

Tenedon: 02 9702 300

YMBAIJI ,,AnexcanipoBcka,
Codust

PwroBoguTen: npod. a-p
Enucasera Haymosa
Tenedon: 02 9230 690
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—Jlercka cimHaxHa MycKyiHa arpodus, [ Tun [Werdnig-
Hoffman], MKB-10 xox G12.0, Orpha kox 83330
—JlpyTH HaclIeICTBEHN CHMHAIHN MYCKYJIHH aTpohuH,
MKB-10 kon G12.1, Orpha xox 83418, 83419

—O06 aprepuanes Tpyakyc, MKB-10 xox Q20.0
—YIBOEH M3XO/EH OTBOP Ha JsicHaTa kamepa, MKb-10
xox Q20.1

—JlMCKOpAaHTHO CBBP3BaHE Ha KAMEPUTE C apTEPHUTE,
MKB-10 xox Q20.3

—YnBoeH kamepeH BxoneH oTBop, MKbB-10 kox Q20.4
—Mexnykamepenr centaner nedekr, MKB-10 kox Q21.0
—IIpencepano kamepen centanen aepext, MKB-10 kon
Q21.2

—AopromynmonaneH cenranet aedexr, MKb-10 kox
Q21.4

—Cunnpom Ha Eisenmenger, MKB-10 xox Q21.8
—CHHAPOM Ha XHUIOILIACTUYHOTO IsicHO chpiie, MKB-10
kox Q22.6

—Bpozena crenosa Ha aoptHata kinana, MKbB-10 kox
Q23.0

—OtBopeH aykryc aprepuosyc, MKb-10 kox Q25.0
—Koapxkranus na aoprara, MKB-10 kox Q25.1

—Arpesus Ha Genoapobrara aprepust, MKB-10 kox
Q255

—TotanHo aHOMaNHO BIIMBaHE Ha OeNOAPOOHHUTE
Benu, MKbB-10 kox Q26.2

—YacTH4HO aHOMAJHO BIIMBaHE Ha OeloIpoOHUTE
Benu, MKB-10 kox Q26.3

—ITepBrunHa 6enoapobna xunepronns, MKb-10 kox
127.0

—BenoapoOHa xunepToHus, CBbp3aHa CbC CUCTEMHA
CKJIepo3a

—Wnuonatnyna Hedamunna auctonus, MKB-10 kox
G24.2, Orpha xox 1866

—Cnactuyuna kpuBa mmst, MKB-10 kox G24.3, Orpha kox
1866

—Wnnonatnyna opodanuansa guctonus, MKb-10 ko
G24.4, Orpha kox 1866

—bredapocnazem, MKB-10 xox G24.5, Orpha xox 1866
—Wnnonatnyna pamunua gucronus, MKb-10 kox G24.1,
Orpha xon 1866

—ITepBUYHYE IMYHHH JePUIUTH



Excnepren ueHTbp 1o
6onect Ha Pabpu

Exkcnepren ueHTbp no
HaCJIeACTBEHH
MeTa0OIUTHH
3a0ossIBaHMs Ha
yepHHS APOO

Excniepren ueHTsp no
KOaryJonaTuu u
BPOJICHN aHEMUH

ExcriepTeH HeHTHp 110
penxu 3a00JsBaHus B
e IHaTPUsITa

ExcrniepTeH LEHTBp 1O
xopesi Ha XBbHTHHITHH

E-mail:
umbal.alexsandrovska@gmail.co
m

immunology@abv.bg

YMBAIJIL ,,AnexcanapoBcka’,
Codus

PwroBoautern: npod. a-p Emun
ITackanes

Tenedon: 02 9230 539

E-mail: emilpaskalev@abv.bg

VYMBAIJL,,Cs. IBan Puicku®,
Codus

PvkoBoauTen: mou. AHera
VBanoBa

Tenedon: 02 8510 814, 02 9522
018

E-mail: anetaivanova99@abv.bg

CBAJIX3, Codus
PwroBoauTen: mpod. Tomko
JIucnakos

Tenedon: 02 9701 235
E-mail: t.lissitchkov@abv.bg

CBAJIJB ,,ITpo¢. Ban Mures*
EAJl, Codus

PrroBoauten: mpod. Panka
Tunuena

Tenedon: 02 8154 240

MBAJIHII ,,Cs. Haym* EAJL,
Codus
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—bonect na ®abpu, MKb-10 xox E75.2, Orpha ko 324

—ITopdupus Bapuerara, MKB-10 xox E80.2, Orpha xox
79473

—Bponena epurponoernyna nopdupust, MKb-10 xox
E80.0, Orpha kox 79277

—Eputponoernyna nporonopdupust, MKb-10 ko E80.0,
Orpha oy 79473

—Bpoznena xonponopdupus, MKB-10 ko E80.2, Orpha
xox 79273

—Ilopdupus xyranea rapna, MKbB-10 kox E80.1, Orpha
xox 443062

—Octpa nnrepmurupama nopdupust, MKb-10 xox ES0.2,
Orpha xox 79276

—PascTpoiicTa Ha oOMsHaTa Ha xems30To, MKB-10 kox
E83.1

—Xemodumus A, MKB-10 kox D66, Orpha xox 98878
—Xemodunus b, MKB-10 kox D67, Orpha xox 98879
—bonecr Ha ¢pon Bunedpana, MKB-10 xox D68.0, Orpha
kox 903; 166078

—Cunepobnactan anemun, MKB-10 xox D64, Orpha xox
1047

—Xemornoounonaruu, MKB-10 kox D58, Orpha ko
466066; 2131; 90039; 93616

—Xemoxpomarosza, MKB-10 kox E83.1, Orpha kox
79230; 225123; 139491

—Konrennranna nucepurponoernyna anemus, MKB-10
ko D64.4, Orpha kox 85

—Tanacemus, MKB-10 xox D56.1, Orpha xox 231214;
231222

—Xopes Ha XpHTHHTTEH, MKB-10, Orpha xox 399



MFBAJIHII ,,C. Haym*
EAJ, Codus

Excnepren ueHTbp 1o
penKn
CHIOKpUHHU 00JeCTH

ExcnepreH LeHTHp 1O
XUNONUTYUTAPUIBM,
Cunppom Ha Kymunr ¢
XunoQuzapeH
MIPOU3XO,
Axpomeranus u
XunoQuzapeH
TUTaHTU3bM

ExcriepTeH HeHTHp 1o
penku 3a00nsBaHUSA —
KHCTO3HA Pubposa
(MyKOBHCIIH032)

EKkcriepTeH HeHThp 1o
penku 3a00nsBaHUSA —
MYKOBHCIIN/1033,
KHCTO3HA Pubposa

ExcrniepTeH LHeHTHp 3a
JIHarHo3a, JICUeHHe 1
NpociesiBaHe Ha
MaIyueHTu ¢ 00JIECT Ha
Wilson

PvroBoauTenu: akan. MBan
MuaHos, mpod. Benera
BoxxunoBa

Tenedon: 02 9702 300 (222)
E-mail: ubalnp@yahoo.com

YMBAIJL ,,CB. Mapuna®“ EAJ,
Bapna

PwroBoguTen: npod. o-p
Buosera Hotosa

Tenedon: 052 978 804, 052 302
889

E-mail: vecred1l@gmail.com

VCBAIJIE ,,Axan. ViBan
Tlenues®, Codus
PrroBogurenu: mpod. a-p
Cabuna 3axapuesa, JIOI. I-p
Aranacka EnenkoBa

Tenedon: 02 895604

E-

mail: zacharieva67@gmail.com
atanaskae@gmail.com

JleueOHo 3aBenenue: YMBAJI
Anekcanaposcka“ EAJ], Cotpus
PrroBoguTen Ha meHTHpa: pod.
n-p Ilenka ITepenoBcka

JlaTa Ha 0003HaYaBaHe:
08.04.2019 1.

Konraktu: Ten.02 9230 810

JleueOHo 3aBenenne: YMBAJI
,,CB. Mapuna“ EAJI, Bapna
PwroBoguTEN HA IEHTHPA: A-P
WBan Xpucros

Jlata Ha 0003HaYaBaHe:
08.04.2019r.

KonraxTu: Ten.052 302 851

Jleue6Ho 3aBenenue: CBAJIJIb
,IIpod. Ban Mutes” EAJL,
Codust

PBKOBOIMTEN HA IIEHTHPA: I-P
Enena JlazapoBa

Jlara Ha 0003HaYaBaHe:
13.10.2020 1.

Konrakru: Ten.02 8154 326/327
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—XUNepUHCYIMHEMUYHA XUIIOTIuKeMust, ko o MKb-
10 E16, Orpha xox 276608

—Tonagna mucrenesus, ko mo MKB-10 Q99.1, Orpha
Koz 242

—Xwunonuryurapussm, kog no MKB-10

E23.0, Orpha xox 90695

—Cunzpom Ha KymumHr ¢ xunoduzapeH npousxon, Ko
mo MKB-10 E24.0, Orpha kox 553

—Axpomeranust U XUImopu3apeH TMraHTU3bM, KOJ 10
MKB-10 E22.0, Orpha xox 963


tel:029230810
tel:052302851
tel:028154326

Excnepren neHTsp 3a
JIMarHo3a, JCUeHUe U
MpocieiiBaHe Ha
MalMeHTH ¢ OOJIECT Ha
Crohn

ExcnepreH neHTsp 32
JMATHO3a, JICYCHUE 1
IIpociie/IIBaHe Ha
MAUEeHTH C APYTU
pascTpoiicTBa Ha
oOMstHaTa Ha
aMHHOKHUCEINHUTE C
Pa3KJIOHEHA Bepura

Exkcnepren ueHTsp mo
penxu 3abosaBaHus -
HaCJIeICTBEHA
(bamuHa
TPaHCTHPETHHOBA
aMHJIONI03a

ExcriepTeH HeHTHp 1o
penxu 3a0osBaHUs —
XeMO(HIIHS, BpOJCHU
KOAaryJIONaTHH,
TPOMOOIMTOTIEHHH U
TPOMOOILUTONATHH,
PEAKHM aHEMHUHU U APYTH
penKu
J0OpOKAYECTBCHU
XeMaTOJOTUIHN
3a200J1BaHU

Jleue6Ho 3aBenenue: CBAJI/Ib
,IIpod. UBan Mutes“ EAJL,
Codust

PBKOBOIMTEN HA IIEHTHPA: J-P
Enena Jlazaposa

Iara Ha 0603Ha4aBaHe:
13.10.2020 r.

Kontakru: Ten.02 8154 326/ 327

Jleue6Ho 3aBenenue: CBAJIJIb
»lIpod. Ban Mutes” EAJL,
Codus

PrroBoguTen Ha meHTHpa: Ipod.
n-p Pagka TunueBa

JlaTa Ha 0003HaYaBaHe:
11.03.2021 r.

Konrakru: Ten.02 8154 326/ 327

JleueOHo 3aBenenue: YMBAJI
,-CB. NBan Punckn®, Codust
PBKoBONTEN HA IEHTHPA: JIOIL.
I-p Mapuana ['ocnoiuHOBa
Jlata Ha 0003HaYaBaHe:
11.03.2021 r.

Konrakru: Ten. 02/9521887; e-
mail: amyloidcentre@gmail.com

JleueOHo 3aBenenne: YMBAJI
,Llapuma Noanna — HUCVYII*,
Codus

PoKOBOMTEN Ha TIEHTBPa: TIPOd.
Jlo6pun KorcrantuHoB

Jlata Ha 0603HaYaBaHe:
15.06.2021 r.

Konrakru: Ten. 02 9307036; e-
mail: sbaldohz@sbaldohz.com
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CBOBAJI -Bapra e BHCOKOTEXHOJIOTMYHA 0a3a, OTroBapsiia Ha KpPUTEPUUTE 3a
u3rpaxaaHe Ha (yHKIMOHAJICH EKCIIEPTEH LIEHTHP 32 PeIKU OYHH 3a00JIIBaHUSL.
To3u Tpyx € mbpBaTa U Hal-ChIIECTBEHA KPauKa KbM Ch3/1aBAHETO HA EKCIIEPTEH LIEHTHP 32 PEAKU
OuYHM 3a00JIsIBaHM U 3asBsABaHE Ha >kernaHueTo HU 3a ydactue B ERN-EYE. Bw3moxknocrtra 3a
OCHUTYpsIBaHE Ha MYJITUIUCLUILUINHAPEH €KUI U Ha 0a3aTa Ha Ch3Ja/JCHUS MOJEI 3a PErUCTpaLUs
Ha psAKo 3a0oiiABaHe - AHUPHAUS U AITOPUTHM 3a U3TPaKIaHEe HA €KCIEePTEH LEHTHP € B XOJ
M0/IaBaHeTO Ha JOKyMeHTH kbM Komucusta 3a peaku 3a0oisiBaHHsS 3a Pa3sKpUBAHETO Ha
Excniepren nentsp 3a Anupuaus. [IoaroTBsiHeTo Ha caMOOIICHKA U IO/IaBaHETO Ha 3asBIICHUE,
chriacHo Hapenoa Nel6 ot 2014 na M3 ca HaYaJIHUTE JOKYMEHTH 3a CTapTUpaHe Ha TO3H MPOIIEC.

5. Cwp3paBane Ha MOAEI 32 OOMIOAOCTBIIEH HAIIMOHAJIEH PETUCTHD 34 PEAKHA OYHU 3a00IsIBaHU

B bbarapus
Ha 06azata 3a HampaBeHuss aHanM3 W HaTpyllaHU JaHHU, yNOBaBaiiku ce Ha EBomeiickata

wiargopma 3a perucTpanusi Ha psIKO 3a00JsBaHe, Ch3I0XME MPOEKTO-MOJEN Ha PErucThp 3a
penxu ounn 3a0osBanust B CBOBAJI- rp.Bapna. Llenure Ha To3u Mozien ca ch31aBaHe Ha 0asza oT
MOBTOPSIEMU JAaHHM, KOSATO Ja MOCIY>XKH 3a TMOJANOMAaraHe perucTpanusra Ha pPEeOKd OYHU
3a0onaBanus B HanuoHanHus cnuchbK 3a pelKkd OYHM 3a00MsiBaHUsA, 3a MOH00psiBaHE Ha
JTUArHOCTHUKA U JICYEHUETO, KIMHUYHUTE U3MUTBAHUS U Ch31aBAaHETO HA TIOOpU MPAKTUKH.

Ha mrepBU etam me ctapTupa perucTbp 3a 2 peAKd OYHU 3a00IsIBAaHUS, KOHTO MO-KBCHO IIe Obe
pasmupeH, OO0XBallaiiKi BCUYKU PEAKHM OYHU 3a00JsBaHMs. 3a Ta3u Iel IIe ObAe Ch3IalcH
mabyioH - mocue, 0a3upaH Ha OOJaK, MEPCOHATM3UPAH CIIOPEN W3MCKBAHMITA HA OTACIHOTO
3a0onsBaHe, BKJIOYBAIl JaeMorpadCKd JaHHU, KIMHUYHA WCTOpUS, JUArHO3W, JIEKapCTBa,
MEIUIIMHCKU U XUPYPTHUHU MPOIIETypH, TECTOBE U PE3YATATU OT U3CJeIBaHUs, N300pakeHUus U
Jpyra JTOKyMEHTallUs, KOATO MOXKe Jla € Heo0X0oauMa 3a OTAEIHOTO ChCTOsHME. ToBa Ie naze
BB3MOXHOCT 3a M3rpaxkaHe Ha o01a riardopma 3a BCHYKK 0 TaIMONI034, paboTelly B YaCTHH,
Tbp’KaBHU OOJIHUIIM, HAYYHU CTPYKTYPH U JIp., 32 3allMCBAHE W JIOKJIAJBaHE HA CIy4Yau Ha PEIKH
ouHu 3abonsBanus. [lnardopmara, oOeauHsBama MHGOpMaNMITA 3a MALKUEHTH C PEIKU OUYHU
3a00J51BaHUsl, 11I€ CIIOMOTHE W 3a MPOCKTUpAHE Ha CTpaTerud 3a MNpoQUIAKTHKA, JaHHU 3a
IJITAaHUpaHE Ha 37[paBHU YCIYTH U TPHIKA.
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g HCKYCHUSA

Penxure Oosectu ca riobanen mpobnem, mpusHat or OOH, mnpuopuTeT Ha 3ApaBHUTE
NOJMUTUKA Ha JbpKaBUTE B CBeTOBeH Mamad. Ilopagm cBosita psakocT, ekcmepTu3ata M
MO3HAHUATA 32 TAX Ca PA3IOKbCAHU M OCKbIHH.

B pesynraT Ha HanpaBeHUs 33 bJI00YEH aHAIN3 Ha JIMTEPATypaTa 3a peiIkUTe 3a00J1BaHuUs
MOJKEM [1a 3aKJII0UUM ,4e:

- Haa 400 MuIMoHa JyIIM CTPAAaT OT pAIKO 3a00JsIBaHEe B CBETOBEH Malao;

- 72% ot penkure 3a00IBaHNUs UMAT T'€HETUYEH TIPOU3XO/I;

- 70% OT TeHEeTUYHHUTE PEIKH 3a00JISIBaHMSI 3aII0YBAT B JIETCTBOTO;

- 8§ TOAMHY € CPEAHOTO BpeMe, HE0OXO0JMMO Ha MAllMEHTH C PeIKU 3a00JIIBaHus J1a MTOy4yaT TOYHA
IMarHo3a;

- Hax 90% ot penkute 3a00sBaHus HAMat o00peno or FDA neuenue.(128,129)

Jluncata Ha cneuu(UUYHM 3paBHU MOJUTHKHM 32 P3 M HEIOCTUI'BT HA €KCHEPTEH OIUT
BOJAT 110 3a0aBEHO JAMArHOCTULIMPAHE U 3aTPyJHEH JOCTBI 10 3/paBHU I'pHKU. ToBa OT CBOS
CTpaHa BOJIU 0 JIONBJIHUTEIHU (DPU3MYECKO M IICUXOJOIMYECKO CTpaJlaHhe 3a MAlEeHTUTE U
TEeXHUTE ceMeicTBa.

IIpe3 2009 r. CoBerbT Ha EBponeiickus cbo3, myOaMKyBa MPENOpPbKU KbM JIbp’KaBUTE
YIEHKH, C IeJl Ja Hachbpyd M TOJO0OpW JOCThIIa HA MAIMEHTH C PEIKU 3a00JSBaHHSA 10
BHCOKOKa4YeCTBEHA IMarHOCTUKA, TPIDKH, JICUCHHE, COIMaTHA MTOAKpena U nH(popMaIus.

Hanmonannute miiaHoBe 3a peku 00JIECTH MPEAOCTaBAT BaXKHU HACOKH 32 IMOJ00psSBaHE
Ha TPIKUTE, HO TIPUIIATAHETO Ha IJIAHOBETE € HEPAaBHOMEPHO B PA3IMYHHUTE CTPAHU.

B cBoe npoyuBane npe3 2017r. Safiyya Dharss u cbTpyJHHLINM aHATU3UPAT HALMOHATHUTE
porpaMM W MHOJUTHKA 3a pelnkure Oosect Ha 11 crpanm, BkmtouutenHo u bovarapus. Te
ycraHoBsBar, 4e @panuusa u [epmaHuss ca cpea cTpaHUTe C HAH-BHCOKM pa3Xxoau 3a
3JIpaBeorna3BaHe U ¢ JoOpe pa3paboTeH HallMOHAJIEH IIJIaH 3a peAKU 00JIecTH, KOUTO ce mpuiarat
Ha HanuoHamHo HuBO. Cpen 11-te wu3cnenBanu crpanu, Ppanuusa u ['epmanus umar
LEHTPAIU3UPAHO HAIMOHATHO (UHAHCHUpaAHE, J00BP JOCTHI JIO JIEUYEHWEe, CTaOWIHH
M3CJIEIOBATEIICKH MHUIMATHBH, KOOPAWHUPAHU MPEXH M TPAHCTPAHUYHO CHTPYIHHUYECTBO 3a
peaxute 3a0onsaBanus. OOeauMHEHOTO KpasncTBOo U KaHaga mmar CXOQHM 3JIpaBHU CTPYKTYpU H
HaIMOHAJIEH IIJIaH 3a pe/iIkh 00JIecTH, KOUTO ca B eTall Ha u3nbiHenue. bearapus u Typuus umar
0J100peHU MPOEKTH, CPABHUMH HHBA Ha Pa3XOJM 3a 3/paBeona3BaHe, HO TEXHUTE IUIAHOBE Ca C
OTpPaHUYEHO U3IbIIHEHHE. ApxkKeHTHHa, Mekcuko W bpa3unus uMaT CXOJHHM pasXxoau 3a
3/IpaBeornas3BaHe crnpsiMo OpyTHus BbTpeuieH npoaykT (bBII), Ho HanmmoHamHHTE Mporpamu 3a
penKu 0oJIeCTH OYaKBaT Pa3BUTHE MIIM Ca B MHOTO PAaHEH eTal Ha u3mbiHeHue. (64)

Opannus uma Haa 600 meHTbpa, KOUTO KOOPAMHHUpAT H3CIE[BaHUATA, 0OydaBaT 3ApaBHU
CIENUANACTH B 00JacTTa Ha peAKUTE OOJIECTH W YJIECHSBAT ITUArHOCTUIIMPAHETO Ha TE3H
3a00JIIBaHHUS.

B Tepmanus mnpe3 mapt 2010 r. MuHHCTEPCTBO Ha 3/paBEOINa3BaHETO CBBMECTHO C
MunucrepcTBO Ha 00pazoBaHuero u uscnensanusra (BMBF) u Anuanca Ha XpoHHUHHUTE peakH
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Oonectu, ocHoBaBa HammoHaneH anmuaHc 3a AeicTBUEe 3a xopa ¢ penku Oonectu - NAMSE.
NAMSE ce cberon 0T YIIpaBUTENEH KOMUTET M YETUPU paOOTHH TPYIH — IO 4-pUTE HANIPABJICHUS
,»yIIpaBIeHHE Ha UH(pOpMAHATA®, ,, JUATHOCTHKA", ,,TPYKU/IEHTPOBE/MPEKU‘ U ,,U3CIICIBAHHS .
B cpotBercTBUE € penopbkuTe Ha EBponeiickus cbBet, I'epmanus my0aukysa Hanmonanen niuan
3a penku Oonectu mpe3 aBryct 2013 r., KOWTO BKIIOYBA 52 TOTUTHYECKH TPEIJIOKCHHS 3a
HAcOYBaHE M CTPYKTYpHpaHe Ha JeHCTBUATA B KOHTEKCTAa HAa PEIKUTE OOJECTH B PAMKHUTE Ha
repMaHcKara 37paBHa U COLMAJIHA CHCTEMA.
J1o 2012r. JlaTtBus € Oe3 HAIMOHAIHUSA IUJIAaH 3a PEAKUTE OOJECTH M O(HIIMATICH PErucCThp 3a
penkure OojiecTH, HsIMa M OQHUUMATHO ONpEeAe]eHHE 3a psAAKo 3aboisgBaHe, ThH Karo
3aWHTEPECOBAHUTE CTPAHM IpueMar AeuHUIMATa Ha EBpONeiCKUs periaMeHT 3a JIEKapCTBEHUTE
NPOAYKTH CHpAlM - peAKuTe 3a00NsBaHUS Ca >KMBOTO3aCTpalllaBallld MM XPOHUYHO
MHBaJIUAU3UpALIN C pa3npocTpaHeHue oT He noseye oT 5 Ha 10 000 nuna. [Ipe3 2011r. pabotHa
rpyna, KOSATO BKJIIOYBA 3/paBHU CIHEIHATNCTH, MPEICTaBUTEIM Ha MMHUCTEPCTBOTO Ha
3npaBeona3BaHero (M3) W MAaUMEHTCKU OpraHu3alMM, U3TOTBAT U MPEACTaBAT Ipeq
MHUHHCTEPCTBOTO Ha 3/paBeona3BaHeTo JlaTBUIiCKMsA HALMOHAJEH IUIAH 3a PEIAKUTE OOJIECTH.
OCHOBHUTE CTpaTernMyecky LEJIM Ha IUIaHa ca CBbpP3aHU C MOA0OpsBaHe Ha JOCThMA [0
uHpopManus 3a peAKUuTe 601ecTH (KaKTo 3a 3/IpaBHUTE CIELMAINCTH, TaKa U 3a MNAlUEHTUTE, U
TEXHUTE ceMelcTBaTa) M Ch3AaBAHETO HAa PETMCThP HAa NALIMEHTHUTE C peliku OosiecTu. BaxkHa poss
Ha IJJaHa € TIOCBETeHa Ha NPEBEHIMATa M PAHHOTO OTKPUMBAaHE Ha penkuTe 3a00JsIBaHUS,
MHTETPHUpaHaTa MEIWKO-COIMaIHa TprKa 3a MAIMEHTHUTE W IMPOIB/DKABAIIOTO OOydeHHe Ha
3[paBHUTE CICHUAIUCTH B o0jacTTa Ha penkute 3adomsBanus.(130) [Ipes 2012r. JlutoBckust
HaI[MOHAJICH TIJIaH 33 PeIKUTE OOJIECTH € MMBPBUAT 0JJ00peH 1iaH B banTuiickus peruoH.
Jlo 2019 r. Opos Ha AbpkaBuTe-wieHKH Ha EC ¢ mpueT HalMoHalleH IUIaH/CTpaTerus 3a peaKuTe
3a0ossBaHus HapacTBa Ha 25 (Wiu 001110 26 1bpkaBu BKItoUBaiiky U [1IBeiiapus).

Cnopen mpoyuBanero Ha Safiyya Dharssi u chTpyAHMIIM HAIMOHATHHUTE CHUCTEMH 3a

IIPEIOCTABSIHE HA 3/IpaBHU T'PUXKU HA CTPAHUTE, KOMTO Ca C BUCOKH Pa3XxoJy 3a 3[paBeolla3BaHe U
OpyTeH BBTpPEILIEH MPOAYKT Ha IjaBa OT HAaCeJIEHUETOo, KaTo Te3u Ha dpanuus u ['epmanus, numar
no0pe pa3pabOTeHHM HAIMOHAJIHM IUIAHOBE, KOWTO BKJIKOYBAT pPaHEH JAOCTBI O JIEUEHHE,
JMAarHOCTUYHH MPOTPaMH, KOOPJWHHMPAHA TPHXKA U CUJIHU HM3CIEIOBATEIICKU MHUIMATHBH. (64)
W3cnenBanusta B obsacTTa Ha peaku 6osnectu ca cbusmepuMu ¢ BBII Ha choTBeTHUTE CTpaHw,
KAaKTO M C MHBECTHLIMHTE B HMHOBAlLlMU, HAayKa M 31paBeonasBaHe. B crpanu karo dpanuus,
I'epmanust, Aarnus u Kanana te ca cpaBHUTETHO 100pe pUHAHCUPAHU C JbPKABHU UHBECTUIIUH.
ITo nanum ot mpoyuBaHeTo ,,Review of 11 national policies for rare diseases in the context of key
patient needs* B Ap>eHTHHa H3CJIEOBATEIICKUTE NMPOEKTU YECTO C€ MPOBEXIAT U (PUHAHCHPAT
Yype3 YaCTHU MHUIIMATHUBU, 0€3Bb3ME3/THU CPE/ICTBA 32 HAYYHH U3CIIeIBAHUSI WIIM Ype3 ToJIKpenaTa
OT MAaIMEHTCKH opranu3anuu.(64)

EBporneiickusT ¢h103 3HAUUTEIHO MOJIIOMara Hay4Ho-u3cieioBaTeNickaTa JeMHOCT B o0acTTa Ha
penxure 6osecty ¢ PamMkoBara nporpama 3a Hay4YHH W3CJI€IBaHMS ¥ MHOBaNMH. 3a nepuoga 2007-
2013r. B pamkure Ha Ceamara paMKOBa MporpaMa 3a Hay4YHH M3CJIEIBAaHUA Ca MPEIOCTABEHU HAJl
620 munuoHa eBpo 3a Hajx 120 u3ciegoBaTeNCKU MPOEKTH 3a peaku Ooinectu. B pesynrar Ha
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IporpaMara ca Cb3JaJeHU MYJITHIUCLUIUIMHADHA E€KUIM OT YHUBEPCUTETH, U3CJIECHOBATEIICKU
OpraHM3alyK U MAIMeHTCKU OpraHu3aiuy ot 1su1a EBporna u u3sbH Hes. (64)

Bwnpeku ,ue bbarapus e enHa oT MbpBUTE IbPXKABH C MIPHET HAIIMOHAJICH TUIaH/CTpaTeTUs
3a Pb, nHec Bce omie nMIncBa UAJI0OCTHA U ICHA 3[paBHAa IMOJIMTHKA IO OTHOIIEHHWE HA PEIKUTE
3abossiBaHus. Beopocu cBbp3aHu ¢ MpouiIaKTHKaTa, AUArHOCTUKATA M JICUCHHETO Ha HSIKOH
pelkH 3a00IsIBaHUs Ca YACTUYHO 3aCThIICHH B Pa3IMUHU HAIL[MOHAJIHYU IIPOrpaMU U 3aKOHH, HO 0€3
KOMIUIEKCHO pellIeHNe Ha MHO>KECTBOTO MPO0IeMHU OT MEIUIIMHCKO, COLIUAIHO U €TUYHO €CTECTBO.
Ha TO03u eran ¢uHaHCUpaHETO HAa MAacOBUTE NPOPUIAKTUYHU M OTYACTH CEJICKTUBHU
JMArHOCTUYHYU IeHETUYHU M3CIeIBaHMs 3a ella 1 OpeMEHHU B HalllaTa CTpaHa Cce OChLIECTBSBA B
8 renernuHu nabopatopuu B pamkute Ha Hapenba 26 ma M3. I'eneTnuHaTa AMAarHOCTHKA Ha
BB3PACTHU C PEIKH 3a00JIIBaHUSI HE € OCUTYpeHa, C HM3KII0UEHHE Ha HAKOJIKO MOHOTEHHH
TFeHETUYHU 3a00JIBaHUS, 3a KOUTO Pa3XOJUTE 3a T€HETUYHM H3CJIE/BaHUS Ca BKIIOYEHU B
CbOTBETHUTE KIMHUYHU ITBTEKU.

Tpu ¢dakropa orpannuaBaTr AOCTbHIIA HA MALMEHTUTE IO CIELUAIU3UPAHU JIAOOPATOPHU
u3cieBaHus, CIope]] IpoyyBaHe nposeaeHo npe3 2015r. B benrus, BanuaHo u 3a bearapus: 1)
JIMIICaTa Ha Bb3CTAHOBSBAHE HA PAa3XOAMTE 3a PEAMIIA CIELMAIU3UPAHU U3CIICIBAHNS B PAMKUTE
Ha OOLIECTBEHOTO 3[paBeola3BaHe; 2) juIcaTa Ha pedepeHTHH JabopaTopuM C HayyHa U
TEXHUYECKa EKCIepTH3a 3a KOMIUIEKCHHM TecToBe M 3) HEoOXOIMMOCT OT HAacOYBaHE KbM
qy’KJICCTPAHHHU JIAOOPATOPUH TIPH JIUIICA HA CIeUUYHH TecToBe B cTpanara.(131)

B crpanute 6e3 odummamHu EHTPOBE 3a PelKH OOJIECTH MAIMEHTCKUTE OPTaHU3aI[MH UTPAsT
aKTUMBHA POJIsl B NIPWJIAraHETO M NMPUEMAHETO Ha MMPOTrpaMUTEe, OYEPTAaHU B IJIAHA Ha BCSIKA €/1Ha
CTpaHa, B OKa3BaHETO Ha MOJIKPEIa M IPIKH 33 MAIMEHTUTE U TEXHUTE ceMeiicTra.(82)

MHoro ca eBponeickuTe MHUIMATUBU ChC Ch(UHAHCHpaHe OT EBpomeiickaTa KOMHUCHUS U OT
CTpaHa Ha Jbp)KaBUTE, KOUTO LEJAT J1a pa3periar o0oeBponeiicky BbIIPOCH OUII0 TO B HAYYHO-
u3cie0BaTeNIcKaTa MM B cepaTa Ha 37paBeolla3BaHeTo, CBbP3aHH ¢ peakuTe Oonectu. EnHo ot
Te3W JCUCTBUS € ChbBMECTHOTO MHTErpUpaHe Ha eBporeiickute pedepentu mpexu (EPM) B
HaIlMOHAJIHUTE 3/IpaBHU cucTeMu Ha cTpaHuTe wieHku B EC. brnarogapenue Ha ch3nageHuTe npes
2017r. B EBpomna eBpornelicku peepeHTHH MpexXH, KOUTO 00eTMHABAT peaKkuTe 3a00siBanus B 24
TEMaTU4YHU O00JacTH, C€ Ch3[aBa BBH3MOKHOCT 3a OOMEH Ha JJaHHU M ONUT M Ch3JlaBaHE Ha
eKCIepTU3u 3a Te3u 3abonsiBaHus. Mpexure ca mnojkpeneHu oT EBponeiickata kKoMucus
OnarosapeHue Ha TUPEKTHUBaTa 3a TPAaHCTPAaHUYHOTO 3/paBeonaspane. Tesu EPM Biu3ar B HOB 5
roauireH Mmauaat ot 2022r.

Bbearapus Genexu cepuo3HO M30CTaBaHE MO OTHOIIEHHWE HA Pa3BUTHETO HA EKCIIEPTHUTE CH
JIeMHOCTH W KamauuTeT B oOnacTTa Ha peakuTe Oojectu crnpsimMo abpkaButre B EC - cpen
onobpenute ot EK 1500 excnieprau nientpose Ha Tepuropusara Ha EC u Hopserus ot crpana Ha
bearapus uma camo 7. Te ca B 5 ot 24-Te TeMaTu4HH 00J1aCTH Ha peakute 6onectu. OTChCTBUETO
Ha Oparapcku jnedeOHU 3aBefeHus B 19 oT obmio 24-Te TepaneBTHUHU OOiacTH B 0OXBara Ha
EBporneiickure pedepeHTHH Mpexy JHIaBa OBJITapcKUTE CHENUAINCTU - KIMHUYHM JIEKapu U
W3CJIEA0BATENH - OT ChTPYAHUYECTBO C EKCIIEPTHUTE EHTPOBE B cbcTaBa Ha EPM. Ta3u nunca Ha
Koslabopanusi npejonpeaesss He caMo Jiumncara Ha ,,Bxoa™ 3a manueHta B CPMS (xinHu4HaTa
CHCTEMa 3a YNpaBJICHHE HA MAllMEHTU M MPENOCTaBSIHE HA €KCIIEPTHO CTAHOBHUILIE 3a MAalMEHTA),
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T.€. CHCTeMaTa 3a TPAHCTPAHUYHO 3/IpaBeola3BaHe, HO U JIUIIAaBA OBITAPCKUTE CHELMATUCTH OT
BB3MOKHOCTHUTE 332 00yUYeHHUE Ype3 MPOorpaMuTe 3a MpopecHoHaiHa MOOMIIHOCT, Bb3MOKHOCTTA 32
ydacTHe B DPa3paOOTBAHETO HAa KIMHWUYHU HACOKU, aNTOPHUTMH U PHKOBOJCTBA, 3aTPY/HSBA
BB3MOXXHOCTHUTE 32 0OMEH Ha OIUT U Bh3NpHUEeMaHe Ha TOOpU KIMHUYHH IPAKTUKHU HA HAIIMOHAITHO
HUBO.

bearapus yuactea B MHOro Manko EPM, koeTo numa npsko oTpakeHue BbpXy KaueCTBOTO
Ha 3][paBeOIa3BaHETO U PE3YJTaThT € €AHAKBB KAaKTO 3a MalMEHTUTE Taka M 3a KIMHUYHUTE
MpaKkTUKU. J{Hec ycuamusaTa ca HacCOYeHH KbM Ch3JlaBaHe Ha HOBa HarronanHa mporpamMa 3a peliku
0osectd, KOSITO Jia MOoAKpenu (pyHKIMOHUpaHeTo Ha HanmoHamHus peructsbp Ha Xopara ¢ peKu
3abossiBanus.(124)

Crpanara HU € eJHa OT TpUTE AbpkaBH (3aeqHo ¢ JIrokceHOypr U ManTa), oduIraIHO TOCOUYCHU
or EBpomeiickara komucusi, KOUTO He ca B3enu ydactue mpe3 2019r. B mpomeca mo
MPUCHEIUHIBAHE HA JICUCOHW 3aBEACHHsSI, JOCTABYMIIM HA 3JIpaBHO OOCTYy)KBaHE, OOJHUIUA B
paMKuTe Ha eBporeickuTe pedepeHTHuTe Mpexu ( bbarapus He u3npyBa HUTO eqHA OOJHUIIA 32
ydacTue B Te3u 24 obiactu B paMKUTe Ha oTnpaBeHata npe3 2019r. ot crpana Ha eBporelickara
KOMUCHS TIOKaHa 3a MPUCHEINHSIBAHE).

bnarogapenue Ha chbBMecTHara pa0oTa Ha MAMEHTCKUTE OPraHMU3AIMH, MUHHCTEPCTBOTO Ha
HaykaTa ¥ 00pa3oBaHHETO, ekuna Ha akal. JlenkoB u nmpod. ['enka [lerpoBa mpe3 anpun 2022r. e
3asiBEHO MMCMO 32 aHTXKUMEHT Ha Bbirapus 3a ydactue B €BpONCHCKOTO MAPTHHLOPCTBO IO PEIIKH
0oyilecTH, KOETO IEeNM HAaydyHO H3CIIeAOBaTeNICKaTa ACWHOCT, (poKycHpaHa BBpPXY HYKIUTE Ha
TaIrueHTa.

Karo ce mma mpeaBuj 3HAYUTEITHUAT, HO YECTO TOJICHSABAH Mam@ad Ha TeKeCcTTa Ha
peakuTe OoJecTH W OTPOMHHUTE, HAapacTBAaIllM Pa3XOJd 3a 3/IpaBeolla3BaHe, Ch3/1aBaHETO Ha
Marnabupyemu miatGopmu U o0 METOAM 32 MEHAKUPAHE U JICUEHHE Ha PeIKUTE 3a00IIBaHMs,
OM OCUTYpUIIO HAaW-TOISIMO TIOJIOKUTETHO BB3JACHCTBHE BBPXY Ta3u TOIMYJNalWs MAlUEHTH.
I'enepupanero u unrerpupanero Ha FAIR (Findable, Accessible, Interoperable u Reusable) nanuu
B TIPOCTPAHCTBOTO 3a PEIKM OOJIeCTH IIe Jajae BB3MOXKHOCT 3a TO-WHOBAaTHUBEH JW3aliH |
W3IBITHCHUE HA KIMHWYHU W3MUTBAHUS, 32 MO-OBP30 pa3BUTHE HA TOBA MPOCTPAHCTBO W 3a
OlpesieNiTHE Ha CTOWHOCTTa Ha pa3jIMYHUATE THUIIOBE JaHHW HA DPA3JIMYHU €Talu, 3a Ja ce
ONITHMH3HPA U3TOI3BAHETO HA OTPAHWUYCHUS PeCcypc, BpeMe U eHeprus. [Ipe3 mociaeHuTe roJnau
FAIR nmpuHIMITBT ce YTBBPIU BHB BPb3Ka C PETUCTPHUTE - H3UCKBAHETO JAHHHUTE B PETUCTHpaA Ja
Morart Ja ObJIaT HaMHpPaHH, TOCTHIIHU, ONIEPATUBHO CbBMECTUMU U MHOTOKPATHO M3MOJI3BAHU.
Peructpute 3a peakure 6onecT ca He3aMeHHMMa 0a3a IaHHU 32 KJIMHUYHUTE W3MHUTBAHUS B Ta3u
o0JacT ¥ MPEACTaBISIBAT KJIIOUOB MHCTPYMEHT 3a MOJA00pSBAHE TPUKUTE 32 MAlUEHTUTE C TE3U
3a00JIsIBaHMsI, Ch3aBAHETO HA TPOTOKOJIN 3a JICUEHUE ¥ ONITHMHU3HMPaHe Ha 3ipaBHATE Iproku.(121)
Te ca HE3aMEHUM HU3CIIEI0BATEICKHU HHCTPYMEHT, JaBalll Bb3MOXKHOCT 3a ChOMpaHe, 00eInHsABaHe
u oboOuiaBaHe Ha HHGOPMAIUS OT PA3IUYHU reorpadCKu MUPHUHH, HA PErHOHATHO, HALIMOHAIIHO,
eBporieiicko wiu riiobanHo HuBo.(132) Te ca B ocHOBaTa Ha pa3raJlaBaHETO Ha CMHUICMUOIOTHATA
Ha 3a00JIIBaHETO, T.C. BHPXY MPUUMHHUTE 3a 3a00JIBAHETO - HETOBHSI IMPOU3XO] U BBH3ICHCTBHE
BBPXY JaJieHa Tomynanus. J[aHHUTe OT pEerucTpuTe MOTaT Ja H3SACHAT BpB3KaTa MEXIY
OTpe/ieNieHU TeHeTUYHH MYyTallii U ChOTBETHATa (DEHOTHITHA M35Ba - MAIMEHTU C €Ha U ChIIa
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TeHEeTHUYHA MyTalus, IPOsABABAT Pa3IMYHU CUMIITOMU M U3IIUTBAT O0JIECTTA C Pa3JIM4YHA CTEICH Ha
TEKECT, KAKTO U JIa OHAIEAIT epeKTUBHOCTTA Ha IPOBEACHO JieueHue. (46)

JlanHuTe OT J0Ope yNpaBsiBAaHUTE KIMHUYHU PETUCTPU MOTaT J1a Ce U3IOJI3BAT 32 OUEePTaBaHE HA
IIPOMEHU B MHIUKALMUTE U MOJEIUTE Ha MPAKTUKA U 3a U3MEpPBaHE HAa KJIMHUYHATA U Pa3XO/Ha
eeKTUBHOCT Ha 3/1paBHUTE Tprki.(133,134)

Pesynrarure ot MexayHapoaHO mpoydBaHe Ha 13 peructbpa B 5 abpkaBu (ABctpanus, Janus,
HIsenust, O0eanHeHOTO KpaincTBO U ChEIMHEHUTE IIAaTH) MOKa3BaT, Y€ KIMHUYHUTE PErucTpu
o1o0psiBaT 3JIpaBHUTE pe3yJTaTH U HaMassBaT pa3XxOAMTE, M03BOJIABAKM Ha MEIUIIMHCKUTE
CHELUAINUCTH J1a WAESHTU(GUUUPAT U CHOAEHAT Hal-100puTe KIMHUYHM IpakTuku. Cropen
uuTupanoTo npoyusane 3a 2015r. CAILL 6u Hamanuiia roAMIIHUTE Pa3X0I1 OT OIEpaluy 3a CMsIHA
Ha Ta3o0epeHa cTaBa ¢ 2 MuiIHapaa gojapa (0T O4YakBaHUTE 24 MUITUAp/Ia ToJIapa O0IIr pa3Xoau
3a T€3U ONEpalli) aKO U3I0JI3Ba PErUCTHP 3a ONEpaliy 3a CMsIHA Ha Ta300€e/1peHa cTaBa, CpaBHUM
¢ To3u Ha [lIBenus, KOWTO MO3BOJISIBA HaMaJSIBAHE Ha CTABKUTE, IPU KOUTO TE3U OIEpalUu Cce
M3BBPILBAT 32 BTOPH BT IIOPA/IH 3aMsIHA WM PEMOHT Ha POTe3H Ha Tazo0enpenaTa crasa.(135)

IIpe3 mocnenHOTO JeceTuiieTue B CBETOBEH Mamlald ce HaOiro/1aBa rojiiMO HapacTBaHe Ha Opos,
pa3mepa M 00XBaTa Ha KJIMHUYHUTE PETUCTPU B odranMosiorusta. JJaHHUTE OT ABITOCPOUYHO U
100pe MoJIbp)KaHU PETUCTPH Ha MAalMEHTH ca 0COOEHO IOJIE3HH 3a MOA00psBaHe Ha TPHIKUTE U
JICUEHHETO, UICHTU(UIIMPAHETO PA3IMUUATa B pE3yJITaTUTE B PAMKUTE HA MOIYJIaLUATa, KAKTO U
3a n30ArBaHe Ha HEOJAroNpHUATHU W NPENOTBpaTUMH mnocienuuu. Hampumep perucrespbT 3a
pernnoOIacToM B XOMaHIMS MOJIBPIKA 3aIMCH 32 MAIMEHTH ¢ PETUHOOJIACTOM, KOUTO ca Onin
nuarHoctuuupanu ot 1862 r. IlpocnensBaHeTo Ha MEOUIIMHCKUTE JOCHETa Ha 668 marueHra
npedopuiu 3a00JIIBaHETO, AMArHOCTULIMpaHu Mexay 1945 u 2005 r., moka3Ba KymyJaTHBHA
4ecToTa Ha BTOPO 3J0Ka4ecTBEHO 3abonsBaHe oT 28%, 40 roguHu ciep AMarHOCTHIMPAHETO Ha
peruHobmacroma.(136)

B bwarapus ot 2015r. uma Hanmonanen peructbp Ha peakure 3abonssanus. B Hero He durypupa
MAIMEHT ¢ PSJIKO OYHO 3a0oJsiBaHe. AHaIM3MpaKku moidydeHata MHGpopManus — ,,opunuanHa
(manHu ot HamuoHanHMsI LEHTBp 3a OOLIECTBEHO 3[paBe W aHAIN3H, MOJyYEeHU IO 3aKOHa 3a
JOCTBI 10 0011IecTBEHA HHPOopMaIus) U ,,HeopuiuaaHa“ (1mo TeaedoHa) oT HIKOU PbKOBOJIUTEIN
Ha eKCIIEPTHU LIEHTPOBE B HalllaTa CTpaHa MOXEM Jia 3aKJII0YMM, Y€ JJaHHUTE ca HEaKTyalHU U
Hen'bJIHA. OCHOBHA IPUYMHA 32 TOBA CMsATaMe, Y€ € HACTOSIIUAT OXO0/] - OKa3Ba ce Hee(heKTUBEH,
THi KaTo 3a JAa Ob/Je NPUIIOKEH HA MPAKTHUKA, ChOTBETHUTE E€KCIIEPTHU LIEHTPOBE TPAOBa /1a UMat
[0 €IMH CIYXHUTEJ, KOMTO Ja MOMbJIBa M aKTyaJu3upa perucTbpa- Ja BIUCBA, OOHOBSBA U
npociensaBa . OCBEH KaJpoBHUS pecypc KbM JHEIIHA JaTa E€KCIEPTHUTE LIEHTPOBE 3a PEAKHU
3a00JsiBaHMsT Ha TEpPUTOpHUSATAa Ha cTpaHata HM ca enBa 20 W HE MOKPUBAT BCUYKH PEAKH
3a00JIIBaHMUS.

3a pa3KpHBaHETO Ha €KCIIEPTEH LIEHTHP 3a Ja/IeHO PsJIKo 3a0onsBaHe B briarapus e HeoOXoauMo
BBIIPOCHOTO 3a00ssiBaHe Ja GUrypHpa B HAIIMOHATHMS CIUCHK Ha peAKUTE O0JECTH U 0J00pEHO
or Komucusita no peaku Oonectu 3asBieHue. OT CBOsSI CTpaHa CaMOTO BIMCBAaHE Ha PSIIKO
3a00JiIBaHE B HAIIMOHAJIHUS CIIMCHK CE OCHILIECTBSBA Clie]] OJ00psIBAHETO My OT MUHUCTbpa Ha
31paBeonas3BaHeTo - Kommucusata mo peaku OoJiecTH INMpHeMa, pasriiek]a U MpeacTaBs Mpen
MuHHCTBpa Ha 3/[paBeona3BaHe MM0J1ICHUTE 3asiBICHU 3a BIIMCBAaHE HA PsIKO 3a0ossBane. To3u
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BpPEMEBHU IpolIeC HE € (PUKCUPAH U YECTO € C rojisiMa MPoIbKUTENHOCT. OT Apyra cTpaHa Jumncara
Ha aKypaTHa uHpopmaIus (kato o011 Opoi 3acerHatu naueHTn B bbarapus, HATUYHA TOCTHITHU
JIeUeHHs ¥ IPOYYBAHMSA 32 TEPANIUH U JAp.) 32 pelKuTe 3a00sBaHMs, KOUTO B MOMEHTA ca U3BBH
CBHIIECTBYBAILUS CIMCHK € MPEANOCTaBKa MOa/ICHUTE 3asBJICHHS 3a BKJIIIOUBAHE B CITUCHKA J1a HE
O0paat onoOpenu. Taka ce 3aBbpTa €1MH MOPOYEH KPBI.

lNonsima kpauka B OopOaTa ¢ penkute OojlecTd B Hallata cTpaHa Oe HampaBeHa Ipe3
HoeMBpH 2022r. KOraTo KbM CIHMCHKa ca g1o0aBenu HoBU 107 3ab6onsBanus.(137) (tabauma 10 ) 3a
I'BPBU MBT C€ BKIIOYBAT U JBE 2 O4HM 3abonsiBaHus - Auupuaus u HacnenctBeHa ontuyHa
HeBpornatus Ha Jlebep.

KoM gremHa nara B beiarapus HsiMa eKCIepTeH IEHTHP, KOUTO Ja 00XBalia peIKUTe O9HU
3a0ossBaHMs. BKIIIOUBaHETO HA IBPBUTE JIBE OUHU 3a00JISIBAHUS B CIUCHKA C PEIKUTE OOJIECTH B
CTpaHaTa HH, IPEJOCTaBs BB3MOXKHOCT J1a Ce MoIajie KaHAuaaTypa 3a 0J00peHue ot crpana Ha M3
3a 00O3Ha4YaBaHE Ha JIEYEOHOTO 3aBEJACHUE MOATOTBHIIO 3asBICHHETO 33 €KCIIEPTEH IIEHTHP 3a
CHOTBETHOTO 3a00JIsIBaHE.

C numcara Ha eKCIIEPTEH IIEHTHP 3a PeKUTe OYHU 3aboisBaHus bbiarapus octaBa HeBHAKMMA 32
eBporeickuTe pedepeHTHH MpPEkKH, CHOTBETHO OBJTapCKUTE NAIlMeHTH C PEeAKH OYHU
3a0o0nsBaHMsT OCTaBaT MAMCKPUMHUHUpPAHH, Janed OT WHOBAaTUBHU TEPANUU, IUArHOCTHKA,
EKCIIePUMEHTAIHU JICYeHUS, OT Bh3MOKHOCT 32 HACOUYBaHE KbM JPYTU peepeHTHHU IIEHTPOBE U
Ip., a HAIIUTEe CIEHMUAIUCTH HE MOraT Ja C€ BB3IOJ3BAaT OT pPECypCcHTe, MpPOTrpaMuTe 3a
npodecroHaiHa MOOMITHOCT B 00YYICHHE, TIPEIOCTABSIHA OT MPEKHTE.

W3zrpaxaHeTo Ha eKCIepTeH IEHTHP 32 PEAKH OYHU 3a00JsIBaHUsl OM TOMOTHAJIO HA OTHCITHHS
MAIMEHT, Ha CbOTBETHOTO 3aCETHATO CEMEMCTBO J1a TOIy4YH ChBPEMEHHA M TOUHA HH(OopMaIus 3a
caMoTo 3a00JIIBaHE M Bb3MOXKHOCTHUTE 3a JeueHue. [1o To3u HauuH 111e ce CIeCTH HeMPEeKbCHATOTO
JTyTaHe Ha XOpaTa, KOUTO CaMH HAaBUTHUPAT MEXIY UCTHHA U HEMCTHHA, MEX]y HE €BTUHU U HE
oI0OpeHN METOAM 3a BB3MHpaHe Ha cJernoraTa Ja CTUTHAT N0 ,,JIpaBWiIHAa HHMOpManus',
TeHeTUYHA KOHCYNTALUSA, 10 TIPOBEXK /Al c€ KIMHUYHY MPOYYBAHUS U pPeXaOMIUTaIu.
Ch31aBaHeTO HA EKCIIEPTEH HEHTHP MO PEAKH OYHH 3a00JISIBaHUS 1€ CIIOMOTHE 3a MOI00psBaHe
Ha TPIDKUTE 32 XOpaTa, )KUBECHIH C PSIIKO OYHO 3a00JsiBaHe, IIe JONMpPUHECE 32 YCKOpSBaHE Ha
JTUArHOCTHKATA, JICICHUETO, JIOCTHIIA 10 KIMHUYHH W3MUTBAHUS W WHOBAIWH, 1€ CIIOMOTHE 3a
MOBHIIIABaHE Ha NH()OPMHUPAHOCTTA KaKTO U pa3pabOTBaHETO Ha aJTOPUTHM 3a 100pa MpaKTHKa.
Penxure ounu 3a0omnsBaHus ca OCHOBEH MPOoOJIeM 3a 00IIECTBEHOTO 3JpaBe MOPaaAH YBPEkKAaHE Ha
3pEHUETO W clenoTara. MHOTO OT TAX ca TeHETUYHHU C JIOoIla MPOrHo3a W 0e3 YCTaHOBEHH
MIPOTOKOJIU 32 JIEYECHUE.

Penxure Oomectu oka3BaT (pU3MYECKO, EMOIMOHATHO W COIMAHO BB3IACHCTBHE BBPXY
3acerHatute Juma. [Icuxo-conuanHuTe TPUkKK ca HEOOXOAUMH 32 MOJIITOMAaraHe Ha eKeJIHEBHUS U
COITMAJICH JKUBOT HA MAIIMEHTHUTE C PENIKK 3200 sIBAHUS. 3a CIIPaBsiHE C TE3W MPEIN3BUKATEIICTBA €
OT CHIIECTBEHO 3HAYCHUE OPTaHU3MPAHETO Ha ITBTEKH 3a TPYIKH U TIPEOIOISIBAHETO HA MPOIIACTTa
MEXy 3/[paBHaTa, COMAIHATA U MECTHATA MOJIKPETIa.

Jlpyra coblilecTBeHa Kpauka B mojoOpsiBaHe Ha HHpopmauusTa u ,,BUAUMOCTTA™ Ha
MAIUEHTHUTE C PEJIKK 3200 IsIBaHUS B OBITAPCKOTO 3paBEONa3BaHe € BbBEKIAHETO HA €NIEKTPOHHU
3/IpaBHU JOCHeTa - yacT OT HamumonanHata 3apaBHa-uHpOpMaIMoHHa cuctema. Jlocuerara 1e
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CIIy’)KaT 3a ChbXpaHECHUE HAa MEIUIIMHCKU JIAHHU 32 BCEKHU IMAIMEHT - OO0IIa 37jpaBHa HH(pOpMAIHs,
JaHHW OT MPETJIeau, MPOBEACHH JICUCHUsS, MEIUIIMHCKA WHTCPBEHIIMU, aMOyJIaTOPHU JIUCTOBE,
nabopaTopHHu H3CIIeABAHUS, W3AaJeHU HampaBieHus u peuentd, TEJIK pemenusi, manHu 3a
KpBBOJAPSABAHUS, U JIp. ENEKTPOHHUTE METUIIMHCKU JJOCUETA TPEJOCTABAT Bh3MOXKHOCT 32 JIECCH
U JOCTBIICH HAauMH 32 ChbOMpaHe Ha MUPOK HAOOp OT TaHHM M 3a oOorarsiBaHe Ha MH(OpMAIHITA
3a TIOBEUYETO 3a00JIIBaHHS B TOBA YMCIIO M peakuTe. Hamuumero Ha €IEeKTPOHHO ChXPAaHEHU U
KOJIUPAHU JaHHHM II¢ OCHTYPH BB3MOXHOCT 3a IOJ0OpSBaHE HAa MEIUIMHCKUTE TPHKH H
oOciTy»KBaHe, MOJIOMaraiiku aJMUHUCTpAaTHBHATa C(PEKTUBHOCT - HaMaJlsiBaHE HAa BPEMETO 3a
TPYAOEMKOTO ChOHMpaHe Ha JaHHH OT MEIUIMHCKM 3alliCH W TsAXHara obpabotka.(74,138,139)
Taka OOCKTUBHU KIMHWYHU JaHHU, CHOpPaHU B pEaTHO BpeMe Ie ObJaT JOCTHITHH 3a TEKYII,
cucremarnucH ananus.(140)

3a ga paborsar edekTuBHO, ejaekTpoHHUTE 3apaBHKM jgocuera (E3J]) ce w3uCKBa 3HAYUTEITHH
MHBECTUIIMU U TOCTOSIHHA (PMHAHCOBA, €TMYHA M JIorucTHYHA mojakpena.(141) IMpunaranero Ha
E3/I ¢ TeueHre Ha BpEMETO IIie JOMPUHECE 3a IO-HUCKH Pa3Xo.Iu 3a 3paBeonasBane.(142)
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0O06001IEHHE

Penxute 3abonsiBaHus ca 3arajka, yakaiia CBOETO pa30upane U ThiKyBaHe. HanpeabKbT B
HayKaTa U TEXHOJIOTMUTE JI0Ka3a, Y€ MOHATHETO ,,pANKOCT € TBBbPJAE OTHOCHUTEIHO, 3aIl0TO
YecToTaTa Ha BBH3HMKBAHE HA TE3M 3a00JsIBaHUS C€ MPOMEHS JUHAMUYHO M 3aBUCH OT MHOTO
(dhakTopu.

KbM nHemHa nata bearapust HAMa LSUIOCTHA U SICHA 3paBHA NOJIUTUKA 110 OTHOLLICHHUE HA
peaxuTe 3a00sIBaHMS, BHIIPEKU Y€ CTPAHATa HU € €JHa OT MbPBUTE AbP)KABH C IPHUET
HanuoHasneH mian/ctparerus 3a Pb. IlpodunakTikaTta, TuarHocTUKaTa U JICUEHUETO HA HIKOU
peaxu 3a00JsIBaHUs Ca YACTHYHO 3aCThIICHU B PAa3JIMYHU HALIMOHAIHU IPOrpaMH U 3aKOHH, HO
JIUTICBA KOMILIEKCHO pelIeHHe Ha MHOKECTBOTO MPOOIeMU OT MEAUIIMHCKO, COLIUAIHO U €TUYHO
€CTECTBO.

Peructpure 3a peaxu 6onecTu ca HE3aMEHUM U3CJIE10BaTEICKU UHCTPYMEHT, AaBalll
BB3MOXKHOCT 3a chOMpane, odeauHsaBane u 000011aBaHe Ha HHPOPMAIHUS OT Pa3InIHA
reorpa)CKy IIUPHUHHU, HA PETMOHAIHO, HALIMOHAIHO, EBPONENCKO WIIH [TI00aIHO HUBO, LICHHA
0a3a JaHHU 32 KIIMHUYHU U3MUTBAHUS B Ta3H O0IACT U MPEACTABISIBAT KIIFOYOB MHCTPYMEHT 32
oZ00psiIBaHe TPYIKKUTE 32 MALMEHTHUTE C TE3U 3a00JIIBaHU, Ype3 CHh3/1aBAaHETO HA MPOTOKOIH 32
JIeUEeHUE ¥ ONTUMHU3UPAHE Ha 37paBHUTE TPHKU. Te ca B OCHOBaTa Ha pa3ra/laBaHeTo Ha
eUIEMUOJIOTUATA Ha 3200 ISIBAHETO, T.€. BbPXY NPUUMHUTE 32 3a00JI1BAHETO - HETOBUSI IPOU3XO]]
U Bb3CHUCTBUE BbPXY JAajJeHa nonyianus. JlaHHuTe oT perucTpure Morar Jia U3ACHAT Bpb3KaTa
MEX]y OTIpeNIeIeHH TeHETUYHHN MYTallii U ChbOTBETHATA (DEHOTHUITHA U35Ba, KAKTO U J1a OHATJIECISAT
edexTHBHOCTTA Ha poBezeHo JedeHune. Ot 2015t B crpanara Hu uma HarpioHaneH peructsp Ha
penkuTe 3a00ABaHKs, HO B HET0O He (pUrypupa naiueHT ¢ psSAaKo o4Ho 3abomsBaHe. [Ipuunnara
3a TOBA € JIMICaTa Ha eKCIIEePTEH LIEHThP 3a PeIKH OYHH 3a00JsIBaHMs, KOMTO J1a ojiaBa
uHpopmanus kbM HIIO3A u croTBeTHO KbM HarmonaneH peructbp Ha peakuTe 3a00sBaHMs.
Pesynrature oT pOBENEHNUTE N3CIEABAHNUATA B HACTOAIIOTO IPOYYBAHE MOTBBPK/IABAT HYXk1aTa
OT Ch3/IaBaHETO Ha EKCIEPTEH LIEHThP U PETUCTHP 3a peAKUTe 0uHM 3a0oisaBanus. [1o To3u HauMH
11e ce Moo0pH LAT0CTHATA IpUKaTa 3a OBJIrapCKUTE MALMEHTH C PEKU OYHU 3a00JIIBaHus, B
TOBA YUCJIO IOCTBII 10 MHOBAaTUBHM JICUEHUS U TPAHCTPAaHUYHO 3ApaBeonas3BaHe. [IppBara kpauka
B Ta3u HACOKa C€ MOCTaBH C TO3M TPY/ U BKIIOUBAHETO HA 3a00JsIBAHETO AHMPUIUS B
Harmonanuus cnuchbk 3a peaku 6onectu B P.bbiarapus.

Kato ce uma npeaBua 3HaUUTETHUAT, HO YECTO MOJICHIBAaH Malad Ha TeXecTTa Ha
penkute 0OJECTH U OTPOMHUTE, HAPACTBALIM Pa3XoAH 3a 3paBeola3BaHe, Ch3aBaHETO HA
Mamadoupyemu miarGopmMu U 001 METOIU 32 MEHAKUPAHE U JICUEHHE Ha PEIKUTE 3a00JIsIBaHMUsI,
OM OCUTYPHIIO HAW-TOJISIMO MOJOKHUTETHO Bh3/IeHCTBHE BBPXY Ta3U MOIyJIAUs MallMeHTH.
JeduuuThT Ha €NUAEMUOIOTUYHH, HAyYHHU U KIIMHUYHU JJAHHU 32 PEAKUTE OYHU 3a00JIsIBaHUS €
B OCHOBAaTa Ha 3a0aBSIHETO Ha JUArHOCTUKATA, IOTPEIIHOTO JIeYeHHEe, HApYILIEHOTO Ka4yeCTBO Ha
KUBOT U CTpajJlaHie He CaMO Ha CaMUTe MallueHTH, HO U Ha TeXHUTE cemeiicTBa. ChBpeMeHHaTa
o(rammornorus € eHa OT Hali-BUCOKOTEXHOJIIOTUYHUTE CIIEIMATHOCTH B MeAMLIMHATA. bbp3ute U
TEMIIOBE Ha Pa3BUTUE Y NHOBAaTUBHUTE TEXHOJIOTUHU JHEC JaBaT Bb3MOXKHOCT 3a paHHA
JMAarHOCTUKA U MIPOCIIEesiBaHEe HA MUKPOCTPYKTYPHO HUBO Ha PEIKUTE OUHH 3a00JISIBAHHUS.
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H3BOAM

[IpoyuBaHeTo MOTBBp)KJaBa HEOOXOAMMOCTTA OT Ch3JlaBaHE HA EKCIEepTeH pedepeHTeH
[EHTHP 32 PEIKH OYHU 3a00JISIBAHUS.

Bb3 ocHOBa Ha MpOBEACHUS 3aIBbJIOOYECH M aHAJIMTHYCH aHAIM3BT HA JAHHUTE CE JIOKasza
HE0OXOIUMOCTTA OT BIIMCBAHETO Ha IMOBEYE PEJIKK OUHU 3a00siBaHus B HarimoHaHHSI CTUCHK
Ha peIKuTEe OOJIECTH.

Ananu3bT Ha EBponelickuTe npaBuiia U pETUCTPALMOHHH PEXHMU 32 PEIKH 3a00JIBaHUS U
peIKu O4HHU 3a00JIsIBaHMS JI0Ka3a HyKAaTa OT M3rpakJaHe Ha HOBa HallMOHAJIHA IPOrpaMa 3a
penkute OosxecTH, moakpensma HarmyoHnamHus perucTbp Ha OOJTHUTE ¢ PeIKU 3a00IsIBaHUS U
oceBpeMeHsBaHe Ha HapenOa Nel6 ot 2014r. Ha M3 B kpak ¢ EBpornelickoTo 3ak0HO1aTENCTBO.

Bb3 0cHOBa Ha HACTOAIIETO IPOYYBAHE CE J0KA3a, Y€ Ch3JABAHETO HA AKTYaJICH, JOCTBIIEH U
(YHKIMOHATICH PETHCTBP 32 PEIKH OYHM 3a00JIIBaHUS HE CaMO € BH3MOXKHO, HO MOXE Ja
IIPEJCTABIABA CThIIKA HAIIPE B €MHMIEMHOIOIMYHUTE M KIMHUYHY IIPOYyYBaHUS B Ta3u 00J1acT
- JIAICaTa Ha HAJESKIHM ENUJEeMHOJIOTMYHHM M KIMHUYHU JaHHU, TE€HEPUpPaHU B MECTHHU
YCIIOBHS, € CBIIECTBEHA Ipedka 3a e(EeKTHBHO IUIAHUpPAHE U YNpaBJIEHUE Ha Pa3XoJuTe 3a
3/lpaBeola3BaHe 3a BCSKA CTpaHa, B TOBA YUCIIO U bearapus.

[IpoyuBaHeTo MOTBBp)KJIaBa HykKJaTa OT ydyacThe Ha bbarapus um OBJIrapcku excrepTeH
LEHTHP Mo ouHU OonectH B EBponeiickure pedepeHTHH MpexH 3a Mo 1o0psBaHe Ha TPYXKUTE
U IMarHOCTUKATa HA PEJKUTE OUYHU OOJIECTH.

Heob6xomumo e na ce aktyanusupa cTanaapra 1o ,,MeauimHCcKa reHeTuKa .

B pamkute Ha Hapenba 26 na M3 — nenara no 18r. Bb3pacT ce uzcnensar Oe3IuiaTtHo. 3a
nanueHTy Haja 18 r. ¢ penku 3a0ossiBaHUs Ha IMPaKTUKA HE € OCUTYypeHa TIeHeTHYHaTa
ANAarHoCTuka, B paMKHUTC Ha I[CI\/JICTBaHII/ITC KIMHUYHU IIBTCKU M TCE3U IMAaIlUCHTHU OCTaBaT B
roJIsIM OpOii OT CilydanuTe HeAMArHOCTULIMPAHU U HEa/leKBaTHO JIEKYBaHHU. Y CTAHOBSIBAHETO Ha
TeHEeTHYHa JMarHo3a Ie MO3BOJIM Ha KIMHUIMCTA J1a CTpaTH(GUUUpa KIUHUYHUS PUCK IO
OTHOILICHHE Ha IPOTHO3a, CHITBTCTBALIM 3a00JISIBaHUS, BB3MOXKHOCTH 3a JIEUEHUE W/WIN
y4acTHs B KJIMHUYHU U3ITUTBAHMS.

Heo6xomumocT oT mogo0psiBane mpodriiakTHKaTa, JMAarHOCTUKATA U TPIKUATE 32 MAIIHCHTUTE
C penku 3a00JIIBaHMs B TOBA YMCIIO M PEIKUTE OYHU 3a00JIIBaHMSI, KAKTO U MPEJOCTABIHETO
Ha paBeH JIOCTBII 10 TEPAINH C JIeKapCcTBa CUpalld U MHOBATHBHU TePAIlUy 3a T€3H NAIl[UEHTUTE
B boirapus.

86



10.

Pesynrature OT aHanu3a Ha BBIPOCHULIUTE IOTBBPXkJAaBa Hy)KJaTa OT IOBMIIABAaHE Ha
MHGOPMHUPAHOCTTa 32 PENKUTE OYHM 3a00JIIBaHUS Cpell HACEICHHUETO U MEIUIIMHCKHUTE
CHELUATHUCTH.

HaCTOHI_HOTO IMpOYy4YBAaHC JI0Ka3a HeO6XO,I[I/IMOCT OT Cb3AAaBaHC Ha AJIT'OpUTMH 3a ,I[O6pI/I
IMPAKTUKH U I'PUKHU 34 MMANUCHTUTC C PCAKU OYHU 3a00/IBaHMS B TOBA YMCJIO U U3TOTBIHE HA
A0CHUETAa Ha PCAKUTE OYHU 3a00/BaHKs Ha 6T>J'Il"apCKI/I €3HMK, KOUTO Oa 6'B,Z[aT JOCTBIIHHU A0
CIICHUAJIMCTH, MTANUCHTH, MTAIIUCHTCKH OpraHu3aliuu 1 1p.

B®3 ocHOBa Ha pasriICAaHruTC 3aKOHU W aHaJIM3WpaHa JaHHHU, CMATAMC, Y€ € HAJIOKHUTCIHO

HU3rpaXxXJgaHe Ha LOAJIOCTHA 3JpaBHA IIOJIUTHUKA 34 MAUCHTUTE C PEAKH 3a00/1BaHKs B TOBA
YUCJIO U pCAKHU OYHU 3a00JIIBaHUS U HU3BHPHIBAHC HA IPOMCHHU B COMATIHATA ITOJIUTHUKA .
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IIpuHocu

IIpuHOCH C IIO3HABATEICH XapaKkTep

1.

HanpaseHn e 3a1b/1004€H U aHATUTUYEH JIUTEPATYPEeH 0030p BbPXY PEAKUTE 3a00sIBaHUS
B TOBA YUCJIO U PEAKUTE OYHH 3a00IsIBAaHUSI.

HampaBen e 3agbpi0oueH W aHaIUTHYEeH o0030p BBPXY CMHAEMHUONIOTHUITA U
KJIacu(UKaLKATa HA PEKUTE OYHU 3a00IsIBAaHUSI.

ToBa mpoyuBaHe € IbpBaTa HHUIIMATHBA 32 TIOI00PSBaHE HA YIPABICHUETO HA MAIIUCHTH
C pPeIKM OYHU 3a00JsIBaHUs, Ype3 HAChpUYaBaHe U3TOTBSIHETO HA PETUCTHP 32 PEIKUTE OUHU
3a00JsIBaHMS, Ch3J]ABAHETO HA EKCIIEPTEH HEHTHP M MOJET Ha PSAIKO OYHO 3a00JIsBaHEe 32
BIIMBaHE B CIIUCHKA C peKku 3a00isBanus Ha Penmybnuka bearapus.

HampaBen e cpaBHUTENEH aHAIW3 HAa 3J[PAaBHUTE MOJMTUKU 33 PEAKUTE 3a00JISIBAHUS B

€BPOIEICKUTE CTPaHHU.

IIpuHOCH ¢ HAYYHO-NIPUIIOKEH XapaKTep

1.

3a mbpBU BT B bbarapus ce mpoBeae CpaBHUTEIHO MPOYUBAHE BBPXY €BPONEHCKATA U
HaI[MOHAJTHATA MOJIUTUKA 33 PEIKH OYHH 3a00JIIBaHMUS.

3a IbpBU BT € U3PAOOTEH AITOPUTHM 3a JAMATHOCTUKA U MPOCIEsBaHe HA MAIlMEHTU C
PAAKO OYHO 3a00JIsIBaHE.

3a mBpBU BT C€ pa3pabOTH AITOPUTHM 3a BKIIIOUBAHE Ha PSAAKO OYHO 3a00JsBaHE B
CIuChKa 3a peaku Oonectu Ha PemmyOnuka bearapus.

3a mbpBU BT CE€ pa3paboTH AITOPUTHM 3a Ch3JaBaHE U PETUCTPUpAHE HA EKCIEepTeH
LEHTHP 33 PEIKU OYHU 3200 ISIBAHHUS.

IIpruHOCH C MOTBBPAUTEIICH XapaKTEP

1.3a II'bPBHU IIBT CC JOKA3a HeO6XO,[[I/IMOCTTa OT PETUCTHP 3a pCAKHUTEC OYHU 3a00JIIBaHHUS.

2. 3a mbpBU NBT C€ JI0Ka3a HEOOXOAMMOCTTA OT Ch3JaBAaHETO Ha €KCIEPTEH LIEHTHD 3a

PEAKH OYHU 3a00JIIBaHHUS.
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Pe3rome

BLBenenue

Crnopen nepununmsta Ha PaboTtHara rpyma mo peaku 6onectd KbM EBporelickusi chio3
(EC) 3a psako ce npuemMa 3a0oJsiBaHe, KOeTo 3acsra He noseye oT 1 Ha 2 000 ot rpaxxgaHuTe Ha
EC. 1o momenTa ca uzBectHu Haj 7000 penku 3a0omsBanus, oT kKouTo Hax 900 ca penku o4HH
3abomsBanus. Hax 70% ot penkute 3a0051sBaHus ca reHeTHYHU. Morart 1a ObJaT yHaclIeIeHn WIIu
J1a ca B pe3yaTar Ha de novo MyTarlus Wi XpoMO30MHa aHOMAaJIHsI, KaTo 110 TO3W HAYUH MPUCHCTBAT
Mpe3 LeJUs )KUBOT Ha MHAUBHUAA, TIOPU aKO CUMIITOMUTE HE Ca HAJUIIE OT JETCTBOTO.
Psankara Ooyect 3acsira HE camMO cCaMHs IMAIMEHT, HO W ISUIOTO My CEMEWCTBO W TPHSTENH,
TOJIaraly TPUXKK, U OOIIECTBOTO KAaTO ISUTIO0. B TO3M CMUCHI € TPYJHO Ja Ce OTKPUE COLMaTHa
eIMHUIIA, B KOSTO HUKOW J1a HE € 3aCerHar OT psjaka OonecT. Bemnpeku roiemwusi cu oOiy Opoid,
MAIUEHTUTE C PEIKH 3a00JIIBaHUS Ca ,,CHPAIM ‘ HAa 3[PAaBHUTE CUCTEMH U YECTO JOCTBITBT JI0
W3CIIe/IBAHUS U JIGYCHUE € TPYJeH U BpemeoTHeMall. [lopaau HUCKOTO pa3mpocTpaHeHHEe Ha Te3H
3a00/15BaHUs, TO3HAHUATA Ca OCKBIHHU, HW3CICABAHUATA Ca OTPAHUYEHHU, BB3MOXHOCTTA 3a
MEIUIIMHCKA EKCIIepTH3a - PAIKA, a peyIaraHuTe TPYKH Y€CTO HeaJCKBAaTHH.
Bb3Mo)kHOCTTa 3a OTKpHMBaHE Ha MMaTO(PU3MOIOTHYHUTE OCHOBH Ha PEIKHTE 3a00JIIBaHMS,
MPUAPY>KEHO OT BHEJIPSBAHETO HA HOBU JUATHOCTUYHU UHCTPYMEHTH, 1€ MOATIOMOTHE PAaHHOTO U
TOYHO JTMArHOCTUIIMPAHE, U JICUCHUE Ha Te3n 3a0oissBaHus. Pa3ramaBaHeTo Ha MaTOTCHETUYHUTE
MEXaHWU3MH Ha PeIKUTE 00JIECTH MOXKE J1a € KITIOYBT 32 OTKPUBAHETO Ha €(DEKTUBHHM JICUCHHSI KAKTO
Ha Te3u 00JIECTH, TaKa U 3a JICUEHUETO Ha MHOTO XPOHUYHU 3a00JIsIBAHUSI.
Penxute ounu 3abonsiBaHMsI ca MPEAU3BUKATENICTBO Mped KIMHHUIIMCTA TOpaaM JIMIcaTa Ha
crenu(pUYHNA AUarHOCTUYHN KPUTEPUU U JIMIcaTa Ha cnenuduyuno jgeueHne. CrenuanTucTuTe 1o
Ounu Oomectu B [00ONHHWYHATA MEIHWIIMHCKA TIOMOII WIpasT ChIIECTBEHAa poOJs B
JTUArHOCTUIIMPAHETO Ha peaKuTe O4yHU 3aboisBaHus. Te TpsOBa Ja pasmo3HasT W HACOYBAT
MalUeHTH C TMOJOXKHUTeTHa (aMuiIHAa aHaMHE3a WIM ChC ChMHHUTENHA HAxXoAKa 3a IbJICH
o TaIMOJIOTUYEH MpEre.
AKO He OBJaT OTKPUTH U JICKyBaHHU, KAaKTO M BCSAKO 3a0aBSHE U IMOTPEIIHO JICUCHUE HA PEIKHUTE
OYHU 3a00JIsIBAaHUS MOXE Ja JOBeIe M0 HeoOpaTUMO YBPEXKIaHE Ha 3PEHHETO C IMOCIEABAIIO
HapylIeHUEe Ha KaYeCTBOTO Ha )KMBOT, COIlMATHATA a/lallTallusl © MHTETpaIlusl.
OT chIIecTBEHO 3HAYCHUE 32 TO-OBP30TO MOCTaBSIHE HA TOYHA IMAarHO3a MPH MalUEHTUTE C PEIKU
3a00sBaHUsI € CKBbCABAaHETO Ha BPEMETO W MHTSI OT MbpBUYHATA 3JpaBHA TIOMOII U
OOIIOMPAKTUKYBAIIUTE JIEKAPH KbM IMO-CHEIHATN3UPAHUTE IIEHTPOBE 3a TPUKa — B HalW-100pUs
CIIy4aii 10 eKCIIepTeH IEHTHP 3a PeAKH 3200 IBaHUS.

en
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Hacrosmmusar AUCEPTAMOHCH TPyA MMa 3a LI IMPOCIEAABAHC ITbTA Ha IIAIUCHTHUTE C PpCAKU
OYHH 3216OJI$IBaHI/ISI, OLICHKa Ha pCrucCTpalloOHHUA PCKUM, BKIIOYBAHC HA OYHU 3a00sBaHUs B
HallMOHAJIHUA PETUCTBP 3a PCAKU oonecT u Cb3aBaHC Ha MOJCI 3a KIIMHUYCH PCTUCTHP B I10JI13a
Ha €XKCAHCBHATa O(bTaJIMOJIOFI/I‘IHa IIpaKTHKa.

MaTepnaJm H METOAU

MeTonukuTe BKIIIOYBAT CUCTEMAaTU3UPaH U TEOPETUYCH aHAJIN3 Ha EBpONECKUTE IpaBuiia
U PEruCTPALlMOHHU DPEXUMM 3a PEeIKU 3a00JsBaHUS U PEAKM OYHM OO0JeCTH, Mperien Ha
HanuonanHus peructsp 3a peaku Oonectu. YIoBaBakM ce Ha OBJITapCKOTO 3aKOHOJATEJICTBO,
Hactosimara Hapen6a Nel6 (ot 2014 1) 3a ycioBusitTa M pela 3a PErUCTpHpaHE HA PEIKHUTE
3a00JsIBAaHMS M 32 EKCIEPTHHUTE IIEHTPOBE W pePepeHTHHTE MPEKHU 3a PEAKH 3a00JsIBaHU.HA
MuHHCTEpCTBO Ha 3[paBeola3BaHe, MPOy4YCHATa W aHAIM3MpaHa JHTEpaTypa ce pa3padoTH
QJITOPUTHM 32 PETUCTPUPAHE HA PSAJKO OYHO 3a001siBaHe - AHMPUAMS, aITOPUTHM 32 Ch3/1aBaHE Ha
eKCIIEPTEeH LIEHThP 3a PEIKU OUHU 3a00JSIBAHUS U KIMHUYEH OYEH PErucThbp. 3a aHAIM3HTE ca
U3I0JI3BaHN OOINECTBEHO JOCTBIIHM JaHHU 3a PEIKUTE OYHU 3a00JsIBaHUSA, JAHHUTE OT
IIPOCHEKTUBHO IMPOCIEACHUTE MaluMeHTH Ha Oa3ara Ha pa3paOOTEeHUTE aJIroOpuTMU 32
[IpoCIesiBaHe Ha MalMEHTH C PEAKU OYHU 3a00ssaBaHus. M3cneBaHuATa HAa TALIUEHTUTE C PEIKU
OYHHU 3a00JIIBaHUS 0 JUCEPTALMOHHUSA TPyA ca npoBeneHu B Kareapara mo ounHu Gosectu u
3pUTENHA HayKu Ha MenuIMHCKU yHuBepcuteT - BapHa Ha Tepuropusra Ha CrneuunanusupaHa
6omuuna o OuHu OoyecTH 3a aKTHBHO JiedeHue - rp.Bapna 3a mepuon ot 5 roxgmuu. Benukm
KJIMHUYHYU M3CIIEJBAHUS ca M3BBPILIEHH C TEXHOJOTHS OT Hali-HOBO IOKOJIEHHE, MO3BOJISBAIlA
JIeTailJIeH aHaJIu3 Ha MUKPOCTPYKTYpHO HUBO. [IpuiiojkeH € BhIIPOCHUK 3a TECTBaHE NO3HAHUATA
3a peIKUTE OYHH 3a00JsIBAaHUS Ha CIIEIMAUCTU U clielanu3anTi no O4Hu 60secTy.

Pesyararu

AHanu3bT Ha €BPOIEHCKUTE MpaBHja U PErHCTPALMOHHU DPEXUMH 3a PEAKH OYHHU
3a00JIsIBaHuUs 110Ka3a, Yye B 00J1acTTa Ha peKUTe 3a00sIBaHus J0OpE MOAIbPKAHUTE U MPABUITHO
CUCTCMATU3HPAaHU PECTUCTPU Ca HU3KIIOYHUTCIHO ICHHU. MecTtauTE CIINACMHUOJIOIrNYHU JaHHU 3a
pPEaAKHU 3a00JIsIBaHKs B HallaTa CTpaHa Ha IIpaKTUKa JIMIICBAT. C'I)3I[3}1€HI/IT€ pPErucTpr 3a MHOTO
MaJIbK 6pOI\/'I PEAKH CBCTOAHUSA Ha OOMHMYHO HHBO W/UIA KBM CKCIICPTHUTE LCHTPOBE U
MAIMEHTCKUTE aCOIMAIINY 3a PeAKH O0JIECTH ca HeJOCTaThYHM 32 TeHEPUPAHETO Ha Heo0XoAuMara
3apaBHa uHpopmarusa. KpM nHemHa gata B bbirapus HiMa eKcliepTeH LEHTBP 3a PElKU OYHH
3a00JsIBAaHUSL U PETUCTHP Ha MAIMEHTUTE C PeAKH OYHU 3aboisBaHus. B pa3zpaboTBaHeTo Ha
Hay4HUs TpyJ M Ha 0a3ara Ha HATPYIMaHHUsS OMUT c€ Pa3paboTH aJrOpUTHM 3a perucTpanus Ha
CKCIICPTCH HCHTHP M HAOWOHAJCH PETrUCTbp 3a PEAKH OYHHU 3a0oisiBanus. BxirouBaHeTo B
HAIIMOHAIIHUSL CIUCHK 3a pEIKH OOJEeCTH Ha PAIKO OYHO 3a0o0JisBaHEe — AHUPUAHS €
OCHOBOITOJIAramia Kpadka B Ta3W HACOKa. V3roTBEHUS aNrOpUTHM 3a BKIIOUBAHE HA PAIKO OYHO
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3a00/siBaHe 1€ TOCIY)KM 3a OOpaser] 3a BKJIOYBAHETO W Ha JPYrd OYHU 3a00JsBaHUS B
HAI[MOHAITHUS CIIHCHK 32 peiku Oosiecty Ha bbiarapus.

Ananmu3bT Ha BbOpocHuiure (oT 110 mM3mpaTtenu, NMpaBUIIHO MOMBJIHEHHM M OOPaTHO
azpecupanu 74), OTHOCHO HH()OPMHUPAHOCTTA HA OBJITapCKUTE OPTATIMOJIO3U U CIICHUAIN3AHTH 10
Ounu GoJecTH, MOKa3Ba, 4e OJIM30 MOJIOBUHATA OT AHKETHPAHUTE CPEIIAT €KEMECEUHO MAIUSHT C
psAIKo o4HO 3a00msBane, HO eaBa 39,47% OT MOMBIHUIINTE BHIIPOCHHUKA JICKYBAT TE3H MAIIUCHTH.
Hutepecen e pakThT, ye 61130 60 % oT crienuaaIucTUTe U CIICUATU3aHTH 10 OYHHU 00JIECTH ca Ha
MHEHHE, Y€ OBJITapCKUTE JIEKapH U 0(PTaIIMOJIO3U HE TOJIydaBaT MpodecCroHaIHa MOATOTOBKA 3a
npouIaKkTUKa, JHATHOCTHKA M JICUCHHE Ha penku 3abonsBaHus, BbIpekd, de 60% oT
AQHKETUPAHUTE CIIOACIIAT, Y€ M0 BpeMe Ha 00YUEHUETO CH Ca UMAJTH CIICITU(UIHU 3aHATHS/TICKITUH,
MIOCBETCHH Ha Te3u 3aboisBanus. [IpaBu BredaTienne, 4e HIMa O(TAIMOJIOT U CIICIHUATN3aHT 110
OuHu 6oJIeCTH, KOUTO J]a € HA MHEHHE, Y€ HAMa HE0OXOJUMOCTTa OT Ch3JaBAaHETO HA PETHCTHD 3a
pPEAKUTE OYHH 3200JISTBAHHMSL.

HampaBeHo e nmpocnekTUBHO mpocieasBaHe Ha 39 marueHTa 1Mo Ch31aJeHH B HACTOSIIIOTO
MpOyYBaHE aJNrOpUTMHU 3a MpOCIEAsBaHE Ha peaku o4yHH 3abonsBanHus. OT aHAIM3BT Ha
HaTpyMaHUTE JaHHUTE MOXE Ja 3aKJI0OYMM, Y€ pa3MHUCAHWUTE aJrOpPUTMHU M€ CIOMOTHAT 3a
Ka4eCTBEHO M aHAIMTUYHO ChOMpaHe Ha JIaHHU, OCHILECTBABAHE HA KOHTPOI BbPXy OojecTTa,
oTynuTaHe e(eKkTa OT MPOBEICHOTO JICUCHUE - OCHOBA 3a Ch3JaBaHE Ha CTAHJApPTH 3a J00pa
MEIHMIIMHCKA MTPAKTHKA.

3akjaoueHne

Jluncara Ha €MUIEMUOJIOTUYHY, HAYYHU U KJIMHUYHYU JAHHU 33 PEAKUTE OYHU 3a00JIIBaHU S
€ B OCHOBAaTa Ha 3a0aBSHETO HAa JUArHOCTUKATa, MOTPELIHOTO JIEUEHUE, HApYIIEHOTO KaueCTBO Ha
KUBOT U CTpaJiaHue, HE CaMO Ha CaMWTE IallMEHTH, HO M Ha TEXHUTE ceMelcTBa. Pexkure
3a00J1sIBAaHUS B TOBA YMCJIO M PEIKUTE OYHU 3a00JIIBaHUS Ca COLMATHO-UKOHOMUYECKH U 3]paBEeH
npo6ieM Ha Besika efHa crpaHa. [lopaau nuncara Ha HaZleXKAHU eMUIEMHOIOTHYHHI TaHHH 32 TE€3H
3a00JIBaHUsl € HEBB3MOXKHO J1a CE€ OLIEHU MCTHUHCKAaTa TEKECT Ha TE3U ChCTOSHHUS Ha CBETOBHO
HHUBO.

CpBpemMeHHaTa o(TaIMOIOTHS € €Ha OT Hal-BUCOKOTEXHOJIOTMYHUTE CIELHUATHOCTU B
MenuiuHara. bep3ute U TeMnoBe Ha pa3BUTHE M WHOBATHBHHUTE TEXHOJOTWU JHEC JIaBaT
BB3MOXKHOCT 32 paHHa JUArHOCTUKA U IMPOCJEsIBaHE Ha MalMEHTUTE C OYHM 3a00JIIBaHUS Ha
MHUKPOCTPYKTYPHO HUBO.

Pesynrarure oT u3cienBaHuATa B TO3W TPYyA MOTBBPKIABAT HY’KJATa OT Ch3[1aBaHETO Ha
eKCIIepTeH IEHThP U PETUCTbp 3a pelku ouHu 3abonsBaHus. [lo To3u HauuH 1ie ce mopodpu
LAJIOCTHATA TPHUIKaTa 3a ObJATrapCKUTE MALUEHTH C PEIKU OYHH 3a00JIIBaHNUs, B TOBA YUCIIO JOCTBII
710 MTHOBATHBHM JICYEHUSI U TPAHCTPAaHWYHO 37paBeona3BaHe. [IppBaTa kpauka B Ta3M HAcOKa ce
MIOCTaBU C TO3U TPYI U BKJIIOYBAHETO HAa 3a00ssABaHETO - AHUPUIUS B HallmoHaIHMS CIIUCHK 3a
penku 6onectu Ha P.bbarapus.
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Abstract

Introduction

According to the definition of the European Union (EU) Committee of rare disease, a disease that
affects no more than 1 in 2,000 EU citizens is considered rare. More than 7,000 rare diseases are
known to date, of which more than 900 are rare eye diseases. Over 70% of rare diseases are genetic.
They can be inherited or result from a de novo mutation or chromosomal abnormality, thus being
present throughout an individual's life, even if symptoms have not been present since childhood.
A rare disease affects not only the patient himself, but also his entire family and friends, caregivers,
and society as a whole. In this sense, it is difficult to find a social unit in which no one is affected
by a rare disease. Despite their large total number, patients with rare diseases are "orphans” of
health systems and often access to research and treatment is difficult and time-consuming.

Due to the low prevalence of these diseases, knowledge is scarce, research is limited, access to
medical expertise is rare, and the care offered is often inadequate.

The ability to discover the pathophysiological basis of rare diseases, accompanied by the
implementation of new diagnostic tools, will support the early and accurate diagnosis and treatment
of these diseases. Unraveling the pathogenetic mechanisms of rare diseases may be the key to
discovering effective treatments for both these diseases and the treatment of many chronic diseases.
Rare eye diseases are a challenge to the clinician due to the lack of specific diagnostic criteria and
lack of specific treatment. Ophthalmology specialists in pre-hospital medical care play an essential
role in the diagnosis of rare eye diseases. They should recognize and refer patients with a positive
family history or with a suspicious finding for a complete ophthalmologic examination.

If they are not detected and treated, as well as any delay and incorrect treatment of rare eye diseases
can lead to irreversible damage to vision with a subsequent violation of the quality of life, social
adaptation and integration.

Shortening the time and path from primary care and general practitioners to more specialized care
centers — ideally to a rare disease center of expertise — is essential to faster accurate diagnosis of
rare disease patients.

Purpose

The current dissertation aims to track the path of patients with rare eye diseases, evaluate
the registration regime, include eye diseases in the national rare disease registry and create a clinical
registry model for the benefit of daily ophthalmic practice.

Materials and methods
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The methodologies include a systematized and theoretical analysis of the European rules
and registration regimes for rare diseases and rare eye diseases, a review of the National Register
for Rare Diseases. Relying on the Bulgarian legislation, the current regulation of the Ministry of
Health on rare diseases, the studied and analyzed literature, algorithms were developed for
registering a rare eye disease - Aniridia, an algorithm for creating an expert center for rare eye
diseases and a national registry. For the analyses there were used publicly available data on rare
eye diseases, clinical data from prospectively followed patients as well as developed algorithms
for tracking patients with rare eye diseases. The studies of the patients with rare eye diseases
according to the dissertation were carried out in the Department of Eye Diseases and Visual
Sciences of the Medical University - Varna on the territory of the Specialized Hospital for Eye
Diseases for Active Treatment - Varna for a period of 5 years. All clinical studies are performed
with the latest generation technology, allowing detailed analysis at the microstructural level. A
questionnaire is attached to test the knowledge about rare eye diseases of specialists and specialists
in Eye Diseases.

Results

The analysis of European rules and registration regimes for rare eye diseases showed that
in the field of rare diseases, well-maintained and properly systematized registries are extremely
valua-ble. Local epidemiological data on rare diseases in our country are practically absent.

The registries established for a very small number of rare conditions at the hospitals and/or
at the centers of expertise and patient associations for rare diseases are insufficient to generate the
necessary health information. To date, there is no expert center for rare eye diseases and no register
of patients with rare eye diseases in Bulgaria. In the development of the scientific work and on the
basis of the accumulated experience, an algorithm was developed for the registration of an expert
center and a national registry for rare eye diseases. The inclusion of a rare eye disease - Aniridia is
a fundamental step in this direction. The prepared algorithm for the inclusion of a rare eye disease
will serve as a model for the inclusion of other eye diseases in the national list of rare diseases of
Bulgaria.

The analysis of the questionnaires (out of 110 sent, correctly filled in and 74 returned) re-
garding the awareness of Bulgarian ophthalmologists and residents in ophthalmology, shows that
nearly half of the respondents meet a patient with a rare eye disease every month, but only 39.47%
of those who filled out the questionnaire treat these patients. It is interesting to note that nearly
60% of specialists and specialists in eye diseases are of the opinion that Bulgarian doctors and
ophthal-mologists do not receive professional training for the prevention, diagnosis and treatment
of rare diseases, although 60% of the respondents share that during during their studies had specific
clas-ses/lectures dedicated to these diseases. It is striking that there is no ophthalmologist and
specialist in eye diseases who is of the opinion that there is no need to create a registry for rare eye
diseases.
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A prospective follow-up of 39 patients was performed according to algorithms created in
the present study for the follow-up of rare eye diseases. From the analysis of the accumulated data,
we can conclude that the described algorithms will help to collect qualitative and analytical data,
control the disease, report the effect of the treatment - a basis for creating standards for good medi-
cal practice.

Conclusion

The lack of epidemiological, scientific and clinical data on rare eye diseases is the basis of
the delay in diagnosis, wrong treatment, impaired quality of life and suffering not only of the
patients themselves, but also of their families. Rare diseases, including rare eye diseases, are a
socio-economic and health problem in every country. Due to the lack of reliable epidemiological
data on these diseases, it is impossible to assess the true severity of these conditions at the global
level.

Modern ophthalmology is one of the most high-tech specialties in medicine. The rapid pace
of development and innovative technologies today enable early diagnosis and follow-up at the
microstructural level.

The results of the research in this work confirm the need for the creation of an expert center
and registry for rare eye diseases. In this way, the overall care for Bulgarian patients with rare eye
diseases will be improved, including access to innovative treatments and cross-border healthcare.
The first step in this direction was taken with this work and the inclusion of aniridia in the National
List of Rare Diseases in the Republic of Bulgaria.
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puioxkenue 1

Mozen 3a peructpanus Ha psSAKO O4HO 3a00JsBaHe -~AHUPUINS, OHATJIEAEH 10 CIEAHUS
Ha4yuH:

NHO®OPMALIUA 3A:

HanMenoBanue Ha 3a00/11BaHETO

AHUpuanS
Konrenuranna anupuaus
Bponena sunica Ha upuc
Deletion 11p

Onpenesienue Ha 3200/11BAHETO

Anupuousma € CTPyKTypHa OYHA MATOJIOTHs, KOSTO BKJIIOYBA IMOpPEIUIAa OT JUCMOPHUIHH
CUH/POMH.
KnunuuHo anupuausTa npeacTaisiBa BpoJeHa JUICa HA UPUC — YaCTUYHO WJIM TOTAJIHO, Hal-
4yecTo IBycTpaHHO (> 80 %).

Yecmoma: 1-9 / 100 000 (Nelson, 1984; OMIM, 2016; ORPHANET, 2016)
Emuonoeus: JlokazaHo reHeTHYHO 3a0osBaHe. M3onnpanaTa aHUpUIUS Ce IbJDKU Ha MyTalus
PAX6 (11p13). CbBpeMeHHHU NPOYUYBaHUS, HA ACOLMUpPAHATa AaHUPHUIUS: Pa3IMUHU MYyTalluH B
reau WT1; BDNF.

VYuacneossane: ABTO30MHO TOMUHAHTHO WM CIIOPAJAUYHO.
Hauano na kaunuuna uzsaea: OT poxxJeHUE.

Ounu npomenu (T€ BUHATU CHITBTCTBAT AHUPUAMSTA, B pa3JIM4YHA CTEIIEH, KOMOWHAILIMU U TSKECT
IpU pPa3IMYHUTE NalMeHTH, Ha pa3nudHa Bb3pacT!!!): ¢gorodoOus, HHUCTArbM, KaTapakra,
rJIayKoMa, pOrOBUYEH MaHYC, XUITOIJIa3usl Ha 3pUTETHHS HEPB, JIMIICAa HAa MaKyJapeH pediiekc,
eKTOIHUs Ha JielaTa, HUCKO 3pEHHEe, MUKPOKOPHEs,, MUKPO(pTaIM, CTpabU3bM, CyOIyKCUpaHU
Jely, KooboMa Ha JIeIuTe, IPOMEHH B NanuiaTa Ha 3pUTeITHUs HepB, pepakTUBHU IPOMEHU
- CaMOCTOSATEJIHO WJIM KOMOMHHMPAHO MPOSIBEHH, OT HE3HAUMUTENHU JI0 CUJIHO NMPOSBEHU IPH
OTJIEJTHUTE UHIMBUIU. Te3U MPOSIBM MOTaT Jia IPUCHCTBAT €THOBPEMEHHO C BpOJI€HATA JIUIICa Ha
upuca, KaKTo U J1a Ce MPOsIBSABAT MOCJIEI0BATEIHO BbB BPEMETO (MHIUBUIYaTHU OCOOEHOCTH).
AHHMpUIIUATA, KOATO C€ acolMHupa ¢ o0mu yBpexmaanus (TymMop Ha Buimc, 3aTiabcTsBaHe,
M30CTaBaHe B pacTeka U/WIH B ICUXOMOTOPHOTO Pa3BUTHE U JIp. HE Ca acleKT Ha IOMMHAHTHATA
dbopma Ha aHUpHUTUS.

Om cenemuyna 2neoHa mouka:

1) ®amunna aHUpUIKA - YHACIEASIBAHETO € aBTO30MHO JIOMUHAHTHO. Pe3ynTar € Ha MyTanus
Ha reHa PAX6.
2) CnopanuyHa aHupHUUA - O0JIECTTa Cce MOSABSABA B PE3yJITaT HAa HOBA MyTallUsl.
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3) WAGR cunapoM - npeacTapisiBa TUI Ha CIIOpPaJU4YHA aHUPUIUSA, PE3YITAaT Ha JAEIEIUs Ha
11p13.

Ha  monexynapno  Huéo  aHupuausiTa  TNpeACTaBisiBa  3a00iisiBaHE, CBBP3aHO  C
XarjouHCY(pUIMeHINs, MpUYMHEHa OT 3aryba Ha (yHKOUS Ha eaHo komue Ha PAXG6.
MyTaruonus cniekTbp Ha PAX6 ce xapakrepusupa ¢ JBa GEeHOTHIA, HATUYUE HA aHUPUIUSI U
aurca Ha TakaBa. Myrtanuure Ha PAX6 npenn3BukBar cepus OT (EHOTUITHY NPOSBHU C JIMIICA HA
aHUpUANA, ¢ JeQEeKTH Ha OYHMS HEPB, KEpPaTUTHC, MUKpodTaiMus U (oBeaHa XUIIOIIIA3Us.
HaOnroneHusta nokasBar 4e ()eHOTHIIOBETE XapaKTEPU3UPALIM CE€ C JHUIICa Ha aHUPHUIUS, ca
CBBP3aHU C missence MyTalH.

Juacnozama ce noctaBsi Bb3 OCHOBA Ha KIIMHUYHOTO M3CJIE/IBAHE U '€HOMEH aHanu3 cbec SNP
MUKpOUHUIIOBE, TapreTHO NGS ceKBEHUpaHEe U ChC CTaHAAPTHO ceKBeHUpaHe. AHanu3 cbsc SNP
MUKpPOUYHUIIOBE HAa KOMMMHM BapUAHTU MOKa3a MUKPOCTPYKTYpPHHU HapyILlIEHUs Mpu JBama oT 11
HAlUEHTH C aHUPUUSL.

IIpenaTajHa IUATHO3a MO’Ke /1a ce HANIPABHU NPH J0KA3aH reHeTHYeH Ae(eKT.

Jleuenuemo e cuMITOMAaTUYHO ((POTONMPOTEKIHUS, KOPEKIUA Ha pePAKTUBHUTE TPEIIKU U JIp.),
B 3aBUCUMOCT OT MHAMBU/IYAJIHO [IPOSIBEHATA KJIIMHUKA (OT CbCTOSTHUETO HAa POTOBUIIATA, JIEIIATa,
HAJIMYMETO HA IMOBUIIEHO BBTPEOYHO HAJAraHe M JAp.)U L€ NPEBEHLUS Ha YBPEICHUTE
3pUTENHU (QYHKIIUHU OT JOIMBJIHUTEIHO YBpEXKIaHe - ToTalHa AepuHUTHBHA 3ary0a (cienora).

OcraBeHa 0e3 paHHa JUAarHOCTHKA M MEPUOANYHO MpOCIe/siBaHe, KAKTO U 0e3 CBOEBPEMEHHO
JIeYCHHE Ha YCIIOKHEHMTA (TJIayKoMa, KepaTolaTHs), aHUPUIUATA, HE3aBUCUMO OT KJIMHHUKO-
reHeTuyHaTa cu Qgopma [aHupuaus-cuaapom (AJl, AP, cnopaanyHHa); aHUPUAUS+CUHAPOM
(WAGR, WAGRO, Gillespie nnu np.] Boau 10 HEBb3BpaTUMa, TEXKa 3ary0da Ha 3pUTEITHUTE
byHKIMH (0 clenoTa — eJHOCTPAaHHA UITK JIBYCTPAaHHA).

[TanmeHTUTE C aHUPUIMS C€ HYXKIA’T J0 Kpas Ha JKABOTa CH OT CICIUAIHU WU CKBIIHU
MEIUIMHCKHU TPHKH, KAKTO U OT PeXaOMIMTAIIHOHHH, COLTUAITHH, TTEAarOTHYHH U JP. TPHKH.

Yerupunudpen koa Ha 3a60s1BaHeTo 10 MKB-10 (ak0 TaKkbB € HAJMYEH)

Q13.1

Kox Ha 3a60asBanero no Orpha code

ORPHA:250923

EnuapemMuoioruynu JaHHu 3a 3a00/s1BaHeTo B Peny0sinka bbarapus

B Peny6nuka bearapust peructpupanute nauueHTH ¢ aHupuaus kpMm 2022 r. ca 14, xarto
MOJIOBMHATA OT TAX ca Jiela Ha Bb3pacT ol 12 ronunu. Peructprupanure nayeHTy ca wieHOBe
Ha ManMeHTCcKaTa acoruanus Aaupuans bearapus, koeto kato Opoiika € okosio 1/3 ot oomus
Opoii malMeHTH 3a CTpaHaTa.

AHHpUUATA € W3yUeHAa B KIMHUYEH IJIaH, BKIIOYUTEIHO U B KIMHUKO-TEHEAIOTMUEH acleKT,
OT OCHOBOTIOJIOKHUKA Ha OBJITAPCKOTO YHUBEPCUTETCKO 00pazoBaHue 1Mo o(raaMoaorus (aka.
K. IMames, 1918) u go nuec 23.10.2016 r. e mo3HaTa BpOJ€HA OYHA MATOJIOTHSl y Hac.
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CehiiecTByBaT OTACTHU OQPTAIMOJOTHYHU KIWMHUYHA W KIMHUKO-TCHETUYHH CHBPEMEHHU
MPOYYBAHUS HA AHUPUAMATA (OT PA3TUYHH aBTOPH, B PA3IMYHU ACTIEKTH ) IO MaTepyal Ha JIela,
oOyyaBamy ce B YUWIHMIIE 3a Jemna ¢ HapymeHo 3peHue, Codus (nemara ca OT pasTU4HU
HacenieHu Mecta B crpanata) — (1980; 1984-1994), ot Jlercko ouHO OT/elieHHE (SIMHCTBEHO 3a
CTpaHaTa HH CIICIHATU3UPaHO OYHO oTaeieHue 3a nema) — (1994 — 2016), npeacrassHa € Ha
KOH(EPEHIIMHM U KOHTPECH 10 o TammMoiorus, ruceprannonuu Tpyaose (E. @ununos, 1980; E.
KpscreBa, 1986; M. Hukopa, 1988; A. Ilomoma, 1994), Ha cnenuanHu KOH(EpPEHIIUU IO
npobnema anupuaus (Codus, byprac, Bapua — 2014 r.), BKIIOYHTEIHO H3y4yaBaHETO Ha
MalUEeHTH ¢ aHUPUIMSITA U Ha MOJICKYJIIPHO-TeHeTUYHO HUBO upe3 NGS meroam (2013-2014,
Hpara TondeBa u xou.). B mybnukyBanoto ot odranmonosu (2014 r.) ce orbensa3pa, ue B 72,2
% nAByCTpaHHATa aHUPUIUS (M30JUpPaHA W MPU M3BBHOYHU CHHIPOMH) y Hac € QammiiHa
MaToJIOTHs, THITBT Ha YyHacnensBane € AJl m AP, ocraHamure ca cropajudHu CITydYau.
HesaBucumo oT kmHUYHATA (hOpMa, KAKTO M OT THIIA HA YHACIIJBaHE, BPOJCHATA aHUPHUIUS
€ MYJITUCTPYKTYPHO, CHHIPOMHO YBpPEXIaHE, KOETO B LISUIIOCTHUS CH (PEHOTHUII C€ ChII'BTCTBA C
MHOTO OYHU W/WIK OOIIM yBpexkaaHus (T.H. OT HAC aHUPHUAUS-CUHIPOM WU aHUPUAUS +
CUHApPOM. 3a00JsBaHUTE € XETEPOTeHHO U C€ XapakTepusupa ¢ Oorat KIMHHKO-T€HETHYEH
oTMMOp (U3 BM.

B T.4. HayyHH myOJMKAIMM OT TMOCJEAHUTEe NeT TOAHMHH M NPHJI0KEHA
oudauorpadcka cnpaBka

5. IlomoBa, A. I'eHeasiornueH aHaau3 NIpy NALMEHTH C IBYCTpaHHA BpoJeHa anupuausa. On
line: Ophthalmreview.com, 31 Anyapu 2014.

6. Ilomoma, A., U. IletkoBa, C. Uepnunkosa, 1. Bacunesa, [I. TonueBa. Pa3nen “Penxu
6ornectu B opTanmornorusara”’, B y-ka “Penku renernunu 6onectu”, gact I, ¢.720-762.,
nox pen. Ha []. Tonuera, UK “Cumenmnpec”, c. 1007, Codus, 2014.
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— npoduiakTUKa, TUArHOCTHUKA, JIedeHue, pexadbunuranus”, Ha 217" u Ha 28™" 1oHH
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2014 (39-44).

11. ITonoBa, A. Cnydaii Ha nete ¢ aHupuAus U MyTtanus B reda VSX1. bearapcku dpopym
rnaykoma, M3nanue na ®onganus “Hanmonanna Akanemus ['naykoma”, Tom 4, 6p. 2,
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2014 (88-92).
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25-28 cenremBpu 2014 1., x-1 “Aamupain”, 3natHu msicbiu, BapHa.

15. [lonoBa, A. ®@eHOTUII-TEHOTUI KOopenanuu npu anupuaus. XI-tu Haponanen konrpec
Ha bwarapckoto npyxkectBo mo odranmonorus, 25-28 cenremBpu 2014 1., X-1
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16. [ToroBa, A. CbBpeMeHHa KIIMHUKO-TeHETUYHA JUArHOCTHKA HA OYHUTE 3a00JIIBaHUS.
Cumnosuym, BAH, 21.03.2015.

17. IlonoBa, A. CpBpeMeHHa KJIMHUKO-TEHETHYHA TUArHOCTHKA HA OYHUTE 3a00JsBaHUS.
Hayuno-npaktudecka koHpepenuus Ha odpTanmonosute. [Inosaus, 14-16 wmaii, 2015,
IInoBnus.

EnuaeMuo0oruyHm JaHHM 3a 3200/15IBAHETO B EBponeﬁcmm CbI03

Pa3snpocTtpanenneTo Ha n30aMpaHa aHUPUIUS [IPU paxaaHeTo ce u3uucisipa Mexay 1:64.000-
1,8:100.000.

CbBpeMeHHM JaHHU 3a AHupuaus-EBpona ca mpeacTaBsHM M JUCKYTUPAaHU OT pPasInyHU
qyKJIeCTpaHHU OQTaJIMOJIO3M M O(PTAIMOTEHETUIM Ha CIEUUATHUTE KOH(MEpEeHIUH I10
auupuaus — 2012 — 2016 (B Uranus, Hopserus, ['epmanus, bearapus (2014) u ap.

[Torewpknasar ce nanuutre or ORPHANET, 2016, OMIM, 2016, Nelson, 1984 u ap.
Yecmoma na anupuousma. 1-9 / 100 000

Emuonocus: JlokazaHo reneTuyHo 3a0ossiBane. M3omupanara aHUpUIUs c€ IbKA Ha MyTallus

PAX6 (11p13). CpBpeMeHHN pOyYBaHUS, HA aCOLIMUpAHATa aHUPUIMS:, JOKAa3BaT MyTallUH B
omte reau (WT1; BDNF).

B T1.4u. HayyHum ny0JMKAUMH OT MNOCJAeAHMTE MNeT TOAMHU M TPUJIOKEHA
oubmorpadcka cnpaBka

Tripathy K, Salini B. Aniridia. [Updated 2019 Oct 24]. In: StatPearls Treasure Island (FL):

StatPearls Publishing; 2019 Jan.

Tpera EBpomneiicka kongpepenius no Anupuausi-Epona B yucOypr (I'epmanus), 27-28
aBryct 2016r. ToBa ca 4acT OT aBTOpUTE, IPEACTABUIM OCHOBHUTE HAIPABJICHUs Ha Ipobiiema
AHUPUAMS, Ta3U TOJMHA, Ha KOHpepeHuusaTa “Anupuaus-Espona”, B JlynncOypr:

Barbara Kdsmann-Kellner, GER. Clinical fi ndings in Aniridia without PAX6 Mutation
Barbara Kdasmann-Kellner, GER. Ocular surface problems in aniridia — patients’ experiences.
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- Rosa Sanchez de Vega (ES), Katie Atkinson (UK). Living with aniridia — the view of aff ected
persons.
Joeri Van den Bosch (BE)
Kelly Trout, USA, WAGR Syndrome: Guidelines for Clinical Management
Joan Han,
USA, Role of brain-derived neurotrophic fact in obesity, intellectual
disability, and impaired nociception in patients with WAGR
syndrome.
- Hyun Taek Lim, KOREA. Clinical Features of Korean Patients with Congenital Aniridia with
PAX6 mutation and without
Tatyana Vasilyeva, RU. The Mutation Spectrum and Functional Analysis of Novel
Identifi ed Intronic Variants in Russian Aniridia Patients.
Nguyen Nhung,
GER. Low Vision Care in aniridia patient: potential and challenge.
B HHTCPHET MNPOCTPAHCTBOTO CHIICCTBYBAT MHOI'O APYIrM YYKACCTPAHHU Hy6J'II/IKaI_[I/II/I B
IIOCIICIHUTEC T'OANHU.

Onenka Ha CbOTBETCTBMETO Ha 3200/1IBaHETO C Je(MHULIUATA 32 PSAAKO 3a00/151BaHe
cbriacHo § 1, T. 42 oT 1ONBJIHUTETHUTE pa3nopeadn Ha 3aKoHa 3a 3pPaBeTo

3abonsaBanero anupuaus (MKb-10), ¢ Bcuuku noapazaenenus Bkynom (Bux Orphanet, OMIM
U JAp.), IpUHAJJICKU KbM Tpymnarta “Peaku 601ecT” ChOTBETCTBA HA Je(UHUIUATA 32 PAIKO
3a0onsaBaHe ChraacHo § 1,T. 42 OT JOMBIHUTENHUTE pa3nopeaou Ha 3aKoHa 3a 3/IpaBeTo. Y Hac
2013 r. e cp3/1a/eHa MAIMEHTCKA aconnanus “AHupuans beiarapus”, KoATo € MbIHOMPSIBEH
uien Ha Aniridia Europe u na HAXPB.

Kpurepuu 3a nmarsoctuuupane Ha 3a00/11BaHeTO

JlnarHocTrkaTta ce OCHOBaBa Ha KJIMHWYHATA HAaxoJKa M C€ NOTBBPKJaBa C JOKa3BaHE Ha
myTaius B red PAX6. OCHOBEH KJIMHUYEH TMarHOCTUYEH KPUTEPHI € BpojieHaTa YyaCTUYHA HITH
I'bJIHA XUIIOIIJIa3Msl HAa UpHca; (hoBeasTHa XUIOIIAa3Hsl C HaMaJleHa 3pUTEIHa OCTPOTa ca IMOYTH
BUHAlrM HaJulE KaTo CE€ acOLMHUpaAT C PaHHO NPOsABWI ce ¢ HUcrarbM. HM3cienBanero Ha
3pUTETHAaTa CUCTEMa Y HaC Ce OChIIECTBsABa chriaacHo “Crannapra o ounu 6osectu” (Hapenda
Ne 36/ 6, aBryct 2010 r., M3, OO6H. [IB. 6p.66/ 24 Asryct 2010r., uzm. [IB. 6p.92 ot 23
HoemBpu 2010r. OcHOBHUSAT KpuTepHil (BpoAeHa JIMIICAa HAa UPHC) 332 KJIMHUYHA IUarHOCTUKA
Ha aHMpUuATa B EBpONENCKHS CBIO3 HE C€ pa3inyaBa IO CHIIECTBO OT TO3HM, KOUTO ce
Ipuiarar y Hac.

B T.4. HayyHu mnyOJMKAIMH OT HOCJEAHUTE MeT TOAUHM MW NPUJIOKEeHa
onodamorpadgcka cnpaBka
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Ha xondepennus no anupunus B yucOypr (I'epmanus, 27-28 apryct 2016r.) e npencraBeHa
KapTa 3a KIIMHUKO-TCHCTHUYHA OILICHKAa Ha aHUpHuAudATa. C’bH_[aTa (§] Hy6JII/IKYBaHa B CIIMCAaHUC
European Journal of Human Genetics (2016), el—e4:

R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Clinical utility gene card
for: Aniridia.

AJITOPUTMH 32 IMATHOCTHLMPAHE HA 3200JI9IBAHETO

Y Hac nurcBa OOMIONPHET ChBPEMEHEH AITOPUTHM 32 KITMHUKO-TEHETUYHA IMAarHO3a CIICIIHATHO
Ha aHupuauaTa. KnmHu4yHaTa Auarsos3a u U3cleIBAHETO Ha MAMEHTH C aHUPHIUS € ChOOpasHO
“Crangapt no ounu 6onectu” (Hapen6a Ne 36/ 6, apryct 2010 r., M3, OG6H. [IB. 6p.66/ 24
Agryct 2010r., u3m. JIB. 6p.92 ot 23 HoemBpu 2010r.

B T.4. HayyHM mny0JMKAIMM OT TMOCJAEAHHUTEe NeT TFOAMHH M NPHJI0KEeHa
oubauorpadcka cnpaBka

1. R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Moosajee. Clinical
utility gene card for: Aniridia. European Journal of Human Genetics advance online publication,
6 July 2016; doi:10.1038/ejhg.2016.73.

2. B. Kdsmann-Kellner, A. Viestenz, B. SeitzAniridia. Guides and Aniridia-Syndrome (PAX6-
Syndrome), [PAX6-Syndrome: Clinical Care for Aniridia Patients, Concept of an ,,Aniridia
Guide “, 2013 (https://www.researchgate.net/publication/281373142)].

3. Gregory-Evans, K., R. Cheong-Leen, S. M. George, J. Xie, M. Moosajee, P. Colapinto, C. Y.
Gregory-Evans (2011). Non-invasive anterior segment and posterior segment optical
coherence tomography and phenotypic characterization of aniridia. Can J Ophthalmol 46(4):
337-344.

4. Hingorani, M., I. Hanson and V. van Heyningen (2012). Aniridia. Eur J Hum Genet 20(10):
1011-1017.

5. Kothari, M., K. Rao and S. Moolani (2014). Recurrent progressive anterior segment fibrosis
syndrome following a descemet-stripping endothelial keratoplasty in an infant with

congenital aniridia. Indian J Ophthalmol 62(2): 246-248.

6. Lee, H. J. and K. A. Colby (2013). A review of the clinical and genetic aspects of aniridia.
Semin Ophthalmol 28(5-6): 306-312.

AJITOPUTMH 32 JiedeHHe Ha 3a00/I9BaHeTO

O6U_IOHpI/IeT0 €, 4C JICUCHUCTO Ha aHUpuJudATa € CUMITOMATHYHO (KOHCCpBaTI/IBHO H/Uan
OHepaTI/IBHO) M 3aBUCHU OT CBHIIBTCTBAINUTC OYHHU YCIIOKHCHUSA — HAJIMYUC HaA pe(l)paKTI/IBHa
rpeuika, IOBUIICHO BLTPECOYHO HAIATAHE, pPOTOBHYHU YCIIOKHCHUA U 1OP. V nac aumcaa CINHECH
CBEBPEMCHCH AJITOPUTHM 3a TCPAINICBTHUYHO IMOBCACHHUEC IMPU MAOWUCHT C aHUPUIOUA. Jleuenuerto
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https://www.researchgate.net/publication/281373142)

3aBUCU OT BHUIAA U CTCIICHTA Ha 3aCAraHe Ha OTIACIHHUTC CTPYKTYpPH. ITo orHomenue Ha
3pUTETHAaTa OCTPOTA, € HEOOXOIMMO HE CaMo J1a CE MOCTaBs pepakTHBHA KOPEKIH, HO U J1a
CC JICKYBa HaJIMYHA aM6JII/IOHI/ISI. IToBumenara cBETIMHHA YYBCTBUTCIIHOCT CC IIOBJIMABA CbHC
3aThbMHEHU WM (OTOXPOMHH OYHIIA; JICKOCTCIIEHHA KEepaTomaTHsi MOXE Jla Ce TpEeTHpa
MEAMKaMEHTO3HO C JIOKaJlHA Tepamus, CPpeIHOCTEIIEHHA KepaTonaThsl ce JIEKyBa C aBTOJIOKHA
TpaHCIUIAaHTAIMsl Ha CEPyM U TpPAHCIUIAHTAlMs Ha aMHHOH. TpaHCIUTaHTalus Ha JTUMOATHU
CTBOJIOBH KJIETKH C€ M3BBPIIBA MPHU TEKKUTE (OPMHU HA KEepaTOIaTUsi, KAKTO U MOCTaBsSHE Ha
KapaToJIUMOAHU aJIOTeHHU TPAHCIUIAHTAHTU WM KYJITHBUPAHU JTUMOAHU CTBOJIOBH KIIETKH
HaJ| Beye oCcTaBeHa aHMHOTHYHA MeMOpana. [Ipu Hanmuyue Ha kaTapakTa B O-ToJIsSiMa Bb3pAacT,
TSI C€ OTCTPaBHSBA ONEPATUBHO, HO MMOCTOIEPATUBHUTE PUCKOBE € 100pe a ObaaT moapoOoHO
aHanu3upanu. [7aykoma, acouMupaHa ¢ aHUPUAMS, C€ JIEKyBa OCHOBHO OIEPATUBHO
MOCPENICTBOM TPAOEKYJIEKTOMUS, HO B CHOOpaKEHHE BIIM3a M TOCTABIHETO HA JAPEHAKHO
YCTPOMCTBO.

B T.4. HayyHM mnyO0JMKAIMM OT TMOCJAEAHHUTEe NeT TFOAMHH M NPHJI0KEeHa
oubamorpadcka cnpaBka

CrnpaBka 3a jedyeHue Ha 3a00J51BaHETO aHUPUAKS B EBpoIeiickus Chio3:

1. Almousa, R. and D. B. Lake (2014). Intraocular pressure control with Ahmed glaucoma
drainage device in patients with cicatricial ocular surface disease-associated or aniridiarelated
glaucoma. Int Ophthalmol 34(4): 753-760.

2. Gramer, E., C. Reiter, G. Gramer (2012). Glaucoma and frequency of ocular and general
diseases in 30 patients with aniridia: a clinical study. Eur J Ophthalmol 22(1): 104-110.

3. B. Kéasmann-Kellner. Ocular surface problems in aniridia — patients’ experiences. Third
Aniridia Conference: 27-28 august 2016, Duisburg, Germany.

AJropuTMH 32 MpocJieisiBaHe HA 3200JISIBAaHETO

YV Hac nuicBa 06H_[0HpI/IeT (BaJ'II/II[CH 3a BCUYKH 0(1)T2U'IMOJ'IO3I/I) HHAUBUAYAJICH AJITOPHUTHM 3a
MpocCicaAABaAHC HA MMTAIITUCHTU C AHUPU AU,

HaI_II/ICHTI/ITe, AUArHOCTUIIMPAHU C aHUPUIUA, TpH6Ba Ja 6I>I[aT npocijcasiBaHnn pe€aoBHO I10
OTHOIICHHEC Ha BOH, Ja C€ U3BbpIIBa IIbJIHA OICHKA Ha CbCTOAHUCTO, KAKTO HA MMPCAHNA TaKa
1 Ha 3aJHHUA OYCH CCIMCHT.

B T.u. HAayYHHU ﬂyﬁnmcam/m OoT IOCJICeAHUTE MNME€T TroAMHM M TIPUHJI0KEHA
onodamorpadgcka cnpaBka

R. Sanchez de Veg, K. Atkinson. Living with aniridia — the view of aff ected persons. Third
Aniridia Conference: 27-28 august 2016, Duisburg, Germany.

AJITOPUTMH 32 pexaduauTanus Ha 3200/151BaHETO
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Pexabmiuranuara Ha 3a00JsBaHETO BKIIOYBA 4 OCHOBHHU CTBIIKH: OLIEHKAa Ha OCTABaIIOTO
3peHue, MPEANUCBaHe Ha TEXHUYECKH ITOMOIIHU CPE/ICTBA, YIIPaXKHSIBaHE HA YMEHUS 3a paboTa
C MpeanucanaTa TeXHUYecKa 3puTeliHa MOMOIIL U PeAOBHO MPOCIIEAsBaHE HA ChCTOSHUETO.

VY Hac yimrcBa oOmIONpHET (BAIMICH 32 BCHYKH O()TATIMOJIO3HM) aIrOPUTHM 3a peXaOuIuTaIus
Ha MalUeHTH C AaHUPUTHSL.

Pexabuuranusra (3puTeHa) 3aBUCH U C€ IPOBEXK/IA B 3aBUCUMOCT OT HAIMYMETO HA OYHHUTE
YCIIOXKHEHHs (OYHA XHIIEPTEHCHS, IJIayKoMa, KepaTomnarus, KaTapakra U Jp.) ¥ CTEIeHTa Ha
3pUTENTHO yBpexnaHe. [IpoBexaa ce JOKaIHO MM ONepaTuBHO JeueHue. [Ipyu mammeHTH c
AHUPUJIUS, IPU KOWTO JIUTICBA pepakTUBHA IPEIIKa, CE MPEMOPhUBAT caMo (DOTONMPOTEKTHUBHU
oumna. [Ipu naruenTH ¢ peppakTrBHA TpemIKa ce MPEANUCBaT CbOTBETHUTE OUMIa U TTIOMOIIHH
CpezcTBa 3a JIUIaTa ¢ HUCKO 3pEHUE U T.H

B T.4. HayyHM mnyO0JMKANUM OT TMOCJAEAHUTEe NeT TFOAMHH M NPHJI0KEeHa
oubamorpadcka cnpaBka

Nguen. Low Vision Care in aniridia patient: potential and challenge. Third Aniridia Conference:
27-28 august 2016, Duisburg, Germany.

Heo0xoauMmu 1eiiHOCTH 32 NPOPUIAKTHKA HA 3200/151BAHETO (AKO TAKUBA €A MPUJI0KUMH)

[lpu mammMeHTH ¢ aHWPUAUS CE MPOBEXIa NPOo(UIAKTHKA Ha 3PHUTEIHUTE (QYHKIUH, IO
OOIIOMPHUETH 3a TOBa KpUTepuu, choOpasHo “Cranaapt mo ounu 6onectu” (Hapenba Ne 36/ 6,
asryct 2010 r., M3, OGH. /IB. 0p.66/ 24 Asryct 2010r., u3m. IB. 6p.92 ot 23.11.2010r.

B T.4. HayyHH myOJMKAIMM OT TMOCJEAHUTEe NeT TOAHMHH M NPHJIOKEHA
oudauorpadcka cnpaBka

1. R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Moosajee. Clinical
utility gene card for: Aniridia. European Journal of Human Genetics advance online publication,
6 July 2016;

2. B. Kdasmann-Kellner, A. Viestenz, B. SeitzAniridia. Guides and Aniridia-Syndrome (PAX6-
Syndrome), [PAX6-Syndrome: Clinical Care for Aniridia Patients, Concept of an ,,Aniridia
Guide “, 2013 (https://www.researchgate.net/publication/281373142)].

3. Hingorani, M., I. Hanson and V. van Heyningen (2012). Aniridia. Eur J Hum Genet 20(10):
1011-1017.

4. Lee, H. J. and K. A. Colby (2013). A review of the clinical and genetic aspects of aniridia.
Semin Ophthalmol 28(5-6): 306-312.

IIpennoskenns 3a opraHu3anusi HA MeAULMHCKOTO 00C/Iy’)KBaHe Ha NMAalMEHTHTE U 34
(puHaHCHMpaHe HA CHOTBETHHTE ACHHOCTH, CbOOpa3eHM ¢ JelicTBAllaTa B CTPAHATAa
HOpMaTHBHA ypenda
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JlarHOCTHKaTa M JICYCHUETO HA TAIMCHTH ¢ aHUPHUIMS, KaKTO M 32 KOETO U Jia € JPYro OYHO
3a00JIsiBaHe, CE MPOBEXKJA CIOpE] HOPMATHBHHTE MEIUIMHCKH JOKYMEHTH Yy Hac (OT
odrammornor I-11I-to HuBO), o “Crangapt mo ounu 6oxectu” (Hapenda Ne 36/ 6, aryct 2010
r., M3, O6H. IB. 6p.66/ 24 Apryct 2010r., u3m. [IB. 6p.92 ot 23 Hoemspu 2010r.).

duHaHCHPAHETO € 32 ChOTBETHA M3ITbJIHEHA KIMHUYHA ITbTeKa mo odrammonorus (KIT — ot Ne
131 mo Ne 140), mo kosITO ce mpremMa JajeHus MaueHT, ChITIACHO U3UCKBAHETO Ha 3/1paBHATA
Kaca.

Onucanue Ha ONMHTA ¢ KOHKPETHH MALNHEHTH ChC CHOTBETHOTO PSIAKO 3a00/isiBaHe (aKO
UMa TaKbB)

B Peny6iinka bbarapust peructpupanute nauueHTH ¢ anupuaus upes koM 2018 r. ca 14, xaro
MOJIOBMHATA OT TAX ca Jiela Ha Bb3pacT noJ 12 ronunu. Peructpupanure nanueHTy ca 4ieHOBE
Ha MalKeHTCcKaTa acoruanus Anupuaus bbiarapus, koeto kato Opoiika € 1/3 ot oOmmums 6poit
MAUEeHTH 3a CTpaHara.

AHupHuausaTa € u3y4eHa B KIIMHUYCH IUIaH, BKJIIOYUTETHO U B KIIMHUKO-TEHEATOTHUeH aCIeKT,
OT OCHOBOTIOJIOKHUKA Ha OBJITaPCKOTO YHUBEPCUTETCKO 00pa3oBaHUE M0 0(TaIMOI0rus (aKa.
K. [Tames, 1918) u 1o nHec e no3HaTa BpoAeHA O4HA MaTojorus y Hac. ChLIECTBYBAT OTAEIHU
o(TanMONIOTHYHN KIMHUYHYU U KIMHUKO-TEHETHYHU CHbBPEMEHHU MPOYYBAaHUS HA aHUPUANATA
(OT pa3nuyHU aBTOPH, B PA3JIMYHU ACIIEKTH) IO MaTepuall Ha Jiela, 00yJaBaily ce B Y YUIIHIIE
3a Jena ¢ HapymieHo 3peHue, Codus (memarta ca OT pa3IMuHUA HACEJIEHU MECTa B CTpaHaTa) —
(1980; 1984-1994), ot JMercko ouno otaeneane, YMBAJl “Anekcanaposcka” EAJ]
(eIMHCTBEHO 3a CTpaHaTa HU CIEIHAIM3MPAHO OYHO oTaeneHue 3a aena) — (1994 — 2016),
NpeJCTaBsHA € Ha KOH(epeHIIN U KOHIpecH Mo o TaJMoorus, AuceprauonHu tpyaose (E.
Oununos, 1980; E. KpscteBa, 1986; M. Hukosa, 1988; A. IlomoBa, 1994), na cneuunamsu
koH(pepeHumuu no npodbinema anupuaus (Codus, byprac, Bapna — 2014 r.), BKIIOYMTETHO
W3yYaBaHETO Ha TMALMEHTH C aHUPUAMITa W HA MOJEKYJSPHO-TEHETHYHO HUBO 4pe3 NGS
meroau (2013-2014, [para Tonuesa u koi.). B myOiaukyBanoto ot odranmonosu (2014 r.) ce
otOensi3Ba, ye B 72,2 % NByCTpaHHaTa aHUpHUAUS (M30JMpaHa U IPU U3BBHOUYHU CHUHIPOMH) Y
Hac € (haMuITHA MaToNOTHs, TUINBT Ha yHacnensBane € AJl u AP, octananuTe ca copagudHu
cinydyau. HezaBucumo OoT kiaumHHYHATa (opMa, KaKTo U OT THIA Ha YHACJeIsBaHe, BpoJeHaTa
aHUPHUIUS € MYJITHUCTPYKTYPHO, CUHAPOMHO YBpEXKIaHE, KOETO B LSJIOCTHHUS CU (DEHOTHIT ce
CBITBTCTBA C MHOTO OYHHM W/WJIM OOIIM YBpexAaHus (T.H. OT HAC aHUPHUAUA-CHHIPOM WU
aHUPUIUS + CUHIpPOM. 3a00JIBaHUTE € XETEPOreHHO U Ce XapaKTepusupa ¢ 0orat KIMHUKO-
TCHETHYEH MTOJIMMOP(OUIBM.
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Karenpa no Ounu GonecTy U 3pUTEIHN HayKU
Menunuacku yausepcuret ,,[Ipod. n-p I1.CrostHoB” rp.Bapna

AHKeTHa KapTa

Ha xomnko cre roguau?

a/ o 18 roxumHa BB3pacT;

6/ mexxny 18-30 rogumina Bb3pacT;
B/ Mexy 30-45 ronuiHa Bb3pacT;
r/ Mmexay 45-60 ronuiHa Bb3pacT;

Bammar o e:

a/ xeHa,
0/ MBX;

HNmare 1u PAAKO rCHECTHUYIHO 3a001s1BaHe?

a/ na
0/ He

AKO OTTOBOPBT Ha BBIIPOC 3 € ,,4a", KaKBO PSAAKO 3a00JsiBaHe UMare?

a/ psAAKO OYHO 3a00JIIBaHE
0/ psiiko 3a00JsIBaHE C OYHO 3acsTaHe

B/ Ipyro

KakBo e Bamero pPAAKO 3a00JIIBaHe :

Kora e mocraBena BamaTa quarsosara’?

a/ 1o 8 roauIlIHa Bb3pAacT;

6/ mexnay 9-18 roguniHa Bb3pacT;
6/ mexty 18-30 roauiHa Bb3pacT;
B/ Mexay 30-45 ronuiiHa Bb3pacT;
r/ Mexny 45-60 roguiHa Bb3pacT;
1/ cnen 60 ronunIHa Bb3pacT;

[IpoBeneHO U € TEHETUYHO H3CieaBaHe?

a/ na
0/ He

Axo OTTOBOPBT HA BBIIPOC 7e ,,IIa“, KO BM HACOYHM U Ha3HAYHU IIPOBCIKAAHCTO HA
TCHECTUYHOTO I/ISCHCI[BaHe?

105



10.

11.

12.

13.

a/ TeKyBalusAT 0PTaIMOJIOT

0/ TMYHUAT JeKap

B/ APYT JIeKap WIH MEJIUITUHCKO JIUIIE

r/ He MEIUITMHCKO JUIIe (MOJIS TOCOYETe KOW € Ha3HAYMII U3CJICIBAHETO)

KakbB O6e pe3yaTarbT OT IPOBEACHOTO F'€HETUYHO H3CieABaHEe?

a/ IOCTaBU Ce TOYHA TUarHo3a

0/ mocTaBu ce OPUEHTUPOBBYHA TUATHO3a

B/ M3cienBaHeTo He O0e nH(DOPMATUBHO

110 o J

Wwmare nmu 651u3KkH, pOAHUHM (Aena, Maika, 0aria, poIHUHH OT BTOpA JIMHKSA) 3aCETHATH OT
CBILOTO PSIJIKO 3a00JIsiBaHE KaTo BaleTo?

Komako BpEMC oe H606XOI[I/IMO 3a IIOCTAaBsHC Ha BallaTa I[I/Ial"HO3a?

a/ OT HAKOJIKO Mecera 1o 1r;

0/ 3a mepuon ot 1 10 3 roauHM;

B/ 3a IEpUOJ 10 3 10 5 roauHw;

r/ IoBeue OT 5 TOAUHH;

1/ HIMaM IoCTaBeHa TOYHA JUarHosa

OTK’LI[G noJjry4daBare I/IH(I)OpMaI_II/IH 3a BalIeTo 3a00J1sBaHe U Bb3MOXKHOCTH 3a JIcUeHue?

a/ OT NeKyBallsl OYEH JIeKap

0/ OT TUYHUSA JIeKap

B/ OT MallMEHTCKa OpraHu3anus

A0 91100 Ko I8 Y (o Vo X (R )

Wmate nu apyru npuipyxasaiiy 3a00BaHus (XUIIEPTOHUYHA 00JIECT, 3aXapeH uaber,
0b0peuHo 3abonsaBane u Ap.)? Mons otOenexere BaleTo 3a00sIBaHe.

A I =
0/ e

bnaronapum Bu 3a otnenenoro Bpeme!
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BbnpocHuk

HacrosmusT BIPOCHUK € HACOYEH 3a MOJIy4YaBaHe Ha eKCIepTHA HH(OpMAIHsi OTHOCHO
UH()OPMUPAHOCTTa HA OPTATIMOJIO3UTE 110 OTHOLICHUE HA PEAKUTE OUHU 3a00/IIBaHUSL.

1. Bamara BB3pacrT e:
a) 22 — 30 ronuHM

0) 31 - 40 ronunaM

B) 41- 50 ronuaM

r) 51- 60 rogunu

n) Hax 61 ronuHu

2. Bammusar npodecrnoHalieH cTax KaTo oQTaaMOoJIor:
a) Crenuanu3anT
b) Cneumamucr - ......... (MOJIS TOCOYETE TOAMHHUTE CTAXK)

3. B kakBa npaktuka paboture?
a) WuauBumyanHa

b) I'pymoea - boinuia

C) VYuuBepcuTeTcKa OONHHUIIA

4. Wwmare nu akageMuyHa adunuanus’?
a) HE
b) JIA (acucTeHT, IlTaBeH aCUCTEHT, JOICHT, Ipodecop)

5. Komko gecro cpemare penku 3a0011BaHUs BbB BalllaTa MpakTUKa?
a) EsxemHeBHO

b) EsxecenMuuno

c) Exemeceuno

d) 1-3 mbTH rOAMIIHO

e) He cpemam

6. JlexyBare U peaku 3a00sIBaHUS?

a) Ma
b) He, pedepupam ru

7. Axo HE nexyBare penku 3a00ysiBaHUs KbM KOTO TH pedepupare?
a) CrenuaimcT 1Mo O4YHu 00JIeCTH

b) Cneumanuct no penku OoaecTH

() I 10} % Vo X 01 (016101 (<3 <) O



AKO JleKyBaTe peaKu 3a00IsIBaHus MOJISI TOCOYeTe Kou!

[Ipenen cermeHT

3a/ieH CerMEHT

Juctpodun Ha peTHHATA

Bcuuku BugoBe

JIPYTO = (MOJIST TIOCOUECTE) . .+ vveenteeeeeeenteeaneeenaeeneennneanneennenns

Nwma nu B bearapus pedepeHTeH EHTHP 3a PEIKH OYHU 3a00IsIBAaHUS?
Ha

He

He 31am

. KM kol pehepeHTeH IEHTHp ce 00pBIIaTe ako UMaTe HyK/Ja OT IpodecuoHamHa

KOHcynTanus?
............................................................. (Mo mocouete)

. CmaraTe nu ye 6’LJ'IFapCKI/ITe O(I)TaJIMOJ'IOSI/I oJjrydaBar HpO(i)CCI/IOHaJ'IHa IIOAroTOBKA 3a

npoduiIakTUKa, MATHOCTHKA U JICUCHUE HA PEIAKHU 3a00IsIBaHUS ?
[a

He

He 3nam

. CmsTate 1u ue 6’LJ'IFapCKI/ITe JICKApH 11oJIydaBat HpOCI)eCI/IOHaJ'IHa NoATOTOBKA 3a

npodunakTuka IUarHOCTHKA U JISYeHHEe Ha peAKu 3a00sBaHus?
[a

He

He 31am

. Imanu nu cte maHe 3a crenuanu3upaHo ClIeIUIIIOMHO 00yUYeHHe 3a Mpo(uiakTuka,

JMArHOCTHKA U JICYeHUE Ha PeAKHU 3a00sIBaHus?
Ha

He

He cu ciomusm

. ITo BpPEMC Ha o6yqu1/1eT0 CH UMaJIn JIU CTC CHGI.[I/I(i)I/I'—IHI/I 33H$ITI/I$I/J'IGKHI/II/I, IIOCBETCHHU Ha

npoduIaKTHKa, TMarHOCTHKA U JICUCHHUE Ha PEIKU 3a00sIBaHUSA?

a
He
He cu ctomuam
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. Cmarate JIH, 4€ O6y‘IeHI/IeTO 10 MCIUIINHAa HE Bxmousa JOCTATBh4YHO 3aHATHA 110

npoduakTUKa TUarHOCTHKA M JICYCHUE Ha PEAKHU 3a00sBaHuUs?
[a

He

He 3nas

. Ima 51 Hy’kJ1a OT perucThp Ha peAKuTe o4HU 3a0onsaBanus B bbiarapus?

Ha
He
He 3nasa

bnaronaps 3a otaeneHoro Bpeme!
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YcnexsT e 3a7105KE€H HE BbB BPEMETO,
MSCTOTO WJIM OOCTOSITEIICTBATA,
a B HoBeka,
KOMTO T€ yuH, HachpuaBa U oborarsipa!
bnaronaps Ha npod. ['pynuena

3a JaJICHUTE 3HAHWS, HAITbTCTBUSA, 3a BAbXHOBEHHUETO,
THPIIEHETO U BApara i B MEH!

biaromaps cnenuaiHo Ha CEMEUCTBOTO CH 3a

pa3doupaHeTo U TIXHATa BCEOTAalHa, CTUMYJIHpaiia oony!

biarogaps Ha KOJIEruTe CU 3a 0Ka3aHOTO ChICHUCTBUE U
noakpernal

BJIATOJIAPS OIUE BEJIHBX!

110



